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JIrobast comaTuueckasi MaTOJIOTUSI YeJIOBEKa BCEIr/la CBS3aHA C HACJEICTBEHHOCTbIO. OJTO
MOJIOKEHUE SBJISIETCS OCHOBOW TMpENOJaBaHUS W HW3YYCHHUS METUIIMHCKOM TEHETHKH Kak
KIIMHAYECKOW, TaK W MPOQPMIAKTHYCCKON IUCHUIUIMHBL. [lOCKONBKY HACIeACTBEHHOCTh U
W3MEHYUBOCTh SIBJISIOTCSI HEOTHEMJIEMBIMH CBOWCTBAMH >KM3HU, M3yYE€HHWE T'E€HETUKH BXOJIUT B
OCHOBY TEOPETUYECKON M KJIMHUYECKON MOATOTOBKY Bpaya.

ens Kypca METUIIMHCKON TE€HETHKU 3aKIIOYACTCS B MPHOOPETCHUH CTYJICHTAMU HABBIKOB
OCMOTpa OOJIBHBIX IS BBISBJICHUS BPOXICHHOW M HACJICACTBEHHOW IATOJIOTHMH, YCBOCHHS HX
KIIMHAYECKUX OCOOCHHOCTEH, IPOTHOCTUYECKON IIEHHOCTH OOHApY)XKHMBAEMBIX CHUMIITOMOB U
MOP(GOTEHETUUECKNX BAPUAHTOB PA3BUTHS;, MOHWMAHUE MPUPOJBI HACIEICTBEHHBIX 3a00JI€BaHUMN
YEJIOBEKa, WX OTHOJIOTHH, TIaTOreHe3a, MPUYMH I[MHPOKOTO KIMHUYECKOTO MoJmMopduzma
ATHUOJIOTHYECKU €TUHBIX (OPM U T€HETUUECKON TeTEPOreHHOCTH KIIMHUYECKH CXOTHBIX COCTOSHUM.
OcHoBHas 3a7adya MPAKTHUYECKUX 3aHSATHH - OCBOCHHME CTYACHTAMH HOBEHIIHMX JOCTHXKCHHM
MEIUIIMHCKON TEeHETHKH, WX pean3alid NPUMEHUTEIBHO K JUAarHOCTUKE, JICYCHHUIO U
npoduIaKTUKE HACIEICTBEHHBIX OO0Je3HEH, a Takxke peabunmurtanuu OosbHBIX. Lms Oymyrmx
Bpaueil 0OIel NpaKTUKU, IEIAAaTPOB BCE BBIIICTICPEUYHCICHHBIC LETW W 3aJadd CTAHOBSITCS
HaCyIIHOM HEO0OXOAMMOCTHIO. B mpakThdeckoil ACSATENHPHOCTH HEOOXOJMMO YMEHHE BBISBIISITH
MAlMEHTOB C MOJI03PEHUEM Ha HACJICICTBEHHYIO TTATOJIOTHIO C LETbI0 JOKIMHIUYECKON WM paHHEeH
JTUArHOCTUKHU 3a00JI€BaHMIA ISl TIOJTYYCHHUSI CBOCBPEMEHHOM MOMOIIY Bpada-TeHETHKA, JICYCHUS U
NpoQUIAKTUKH TOBTOPHBIX cllydyaeB 3a0ojieBaHUs B ceMbe. B JaHHOM mocoOuu MbI crenanu
MOTBITKY PEIIUTH YacTh ITHX 3a/1a4.

Marepuain, U3JI0KEHHBIA B MIOCOOMH, COJIEPKUT CBEJACHUSI O HanboJiee pacrpoCTPaHEHHBIX
HAaCJIEACTBEHHBIX 3a00JIEBaHUSAX U MOPOKAX PA3BUTHS, METOJAX MX JUATHOCTUKH U TPO(PHUIAKTHKH.
C uenpro 3aKpervieHus M3YYeHHOTO MaTepHalia B MIPHJIOKEHUX MPEICTABICHBI TECTOBBIC 3a/IaHUS
W KIMHUYECKHE 3aJaud C OTBETaMH. ABTOPBHI HAJCIOTCS, YTO JAaHHOE IMOCOOHME Ka4eCTBEHHO

YJIYHYIIUT NOATOTOBKY CTYACHTOB K IPAKTHYCCKHUM 3aHATUAM 110 MGHHHHHCKOﬁ T'€HETHUKE.



1. BBEAEHME B MEJIMIIUHCKVYIO '’EHETUKY

[To craructuxe u3 1000 HOBOpOX)ACHHBIX Y 35-4(0 BBIABIACTCS HACICACTBEHHAS MATOJOTHUS.
Exeronno B Poccun poxmaercst 180 Thic. aeTeil ¢ HacieACTBEHHBIMH 3a0oieBaHusMU. M3 HuX
00JIbIlIe TIOJIOBUHBI MMEIOT BPOXKJACHHBIC MOPOKH, OKOJO 35 THIC. - XPOMOCOMHBIE OOJIC3HH, U
cBblIle 35 ThIC. - TeHHble Oosie3Hu. [IpakTuyecku Bce pasiesnbl KIMHUYECKOW METUIIMHBI BKIIIOUAIOT
HacyencTBeHHble 6osie3nu. Hanpumep, okosno 70% cioyuyaeB HapylieHui 3penus u 45% tyroyxoctu
OTHOCATCS K 3TOH matojioruu. Cpeau HEpBHBIX OoJie3HEW BbIACHAOT 0KoJI0 350 reHeruuyecku
NeTEpMUHUPOBAHHBIX 3a00JIEBaHUH, B AepMaToaoruu - 250.

OOmas reHeruka - (QpyHJaMEeHTaJbHAs HayKa - M3y4aeT BOIPOCHI HACJIEICTBEHHOCTH U
M3MEHUYMBOCTH, MPUMEHUTEILHO KO BceMy XUBOMYy Ha 3emiie. HaciiencTBEHHOCTh - CBOMCTBO
OpraHu3Ma HOBTOPSATh B psAQYy IOKOJEHWHM CXOJHbIE NpPU3HAKU, THUIBI OOMEHa BEIIECTB HU
UHIUBUAYyaIlbHOE pa3BUTHE. VI3MEHUYMBOCTH - sIBJIEHHE, OOECIEeUMBAIOIIEe B HIBOJIOLUU
€CTECTBEHHbINH 0TOOp, Ojarojgaps KOTOPOMY y MOTOMCTBA HOSIBJISIFOTCSI HOBbIE Hpu3HaKu. OOmas
IeHEeTHKa - TEOPETHYECKasi OCHOBA COBPEMEHHON MEIUIIMHCKON HAYKU.

B menunuHe Bce 6osbliiee 3HaueHUE NPUOOpETAaeT reHeTHKa YeJloBeKa - HayKa, U3ydaronas
3aKOHOMEPHOCTHU HACJIECTBEHHOCTU U U3MEHUYUBOCTHU, OPraHU3aMI0 HACJIEICTBEHHBIX CTPYKTYp U
uX (PyHKIIMOHUPOBAHUE Y 3/I0POBOT0 YEJIOBEKA Ha BCEX YPOBHAX €r0 OPraHU3alHH.

Knununyeckast unm MeAMLIMHCKAsl T€HETHKA HCclenyeT O00JIbHOTO YeOBeKa, ero OOJIbHBIX U
3JI0pPOBBIX POJCTBEHHUKOB. B 4acTHOCTH, OHA M3y4yaeT pojib '€éHEeTUYECKUX (PaKTOPOB B Pa3BUTHU
MIaTOJIOTHUH, TEHETUYECKNE MEXaHU3Mbl M 3aKOHOMEPHOCTH Nepeauld HAcJeJACTBEHHbIX 00Je3Hel,
OCOOEHHOCTH IaTOTEHE3a, METOJbl JWAarHOCTUKH, NPO(QUIAKTUKUA M JIEYEHUS HACIEICTBEHHBIX
0ose3Hel, a Takke O0JIE3HU C HACJIEICTBEHHOM MpeIpacroIokKeHHOCThI0. B 0OCHOBY KIMHHYECKON
TE€HETUKH TOJI0XKEH CUHIPOMOJIOTUYECKUH TIOJIX0/] B U3yYEHUH HACIIEICTBEHHOMN MaTOJIOTHH.

[IpuHIHIIBI COBPEMEHHON METUIIMHCKON T€HETHKU:

- HAacJeACTBEHHbIE OO0JIE3HM BO3HHMKAIOT B pe3yibTare oOlel HaclleCTBEHHOU
M3MEHUYMBOCTH YEJIOBEKA;

- MOMYJSUU YEJOBEKa OTITOIIEHbl OTPOMHBIM «TPY30M» MYTallUi, KaK HacJIeAyeMbIMH,
TaK 1 BHOBb BO3HUKILNMU;

- Ha pa3BUTHE HACJICICTBEHHON NATOJIOTHH BJIMSAIOT FEHOTUI U BHELLIHSAS CPEJIa;

- P€3KO M3MEHMJIUCH cpejla 0OMTAaHUS YeJIOBEeKa, INIAHUPOBAHUE CEMbH U IPAHULIBI OPaKoB;

- KJIMHMYECKass TeHeTHKa o0sagaer OOJbIIMMH BO3MOXHOCTSMU B JUAarHOCTHKE,
MpO(UIAKTUKE U JICUEHUM HACJICJCTBEHHON MaTOJIOTUH, OCHOBBIBASICh HA JITAHHBIX IIUTOIME€HETHKH,
OMOXMMHYECKONH TI'E€HETHKH, T€HOMHUKHU, MMMYHOIE€HETHKH, MOJIEKYJISPHOM T€HETHUKH, a TaKKe

MOMYJISIUOHHON M YKOJIOTUYECKON T€HETUKY;



- KJIMHUYECKas I€HETHMKa BJIAJEET METOJAMH paHHEH NOKIMHUYECKOM, IPEHATaJIbHOW WU
MpeIMMITIAaHTAlIMOHHOW TUAarHOCTUKYU HACIEACTBEHHbBIX 0OJIE3HEM.

1.1 HACJIEACTBEHHAA ITATOJIOI' A, OITPEJEJIEHUE U KITACCUOUKALIMA

HacnenctBennsle 00JIe3HM W CHUHAPOMBI - 3TO IATOJIOTMYECKUE COCTOSIHUS, B OCHOBE
KOTOPBIX JIEKUT H3MEHEHHE HacJeICTBEHHOro Marepuana (myrauus). [loHsTHE «BpOXKIEHHBIE
0oye3HW» HE SBIAETCS CHUHOHHMMOM «HACJEACTBEHHbIe Oosie3HW». BpokieHHas mnarosiorus,
BbIsIBIIsIeMasi y peOeHKa P POXKAECHNUU, MOXKET ObITh BbI3BaHa HE TOJIBKO MyTallUSIMU, HO U OJHUMHU
(dakTOpaMu BHENIHEH Cpenpl, KOTOpbIE TOBPEKIAIOT IUIOJ (XpOHHYECKass BHYTPUYTpOOHas
TUIOKCHS IUI0Ja, 3a/ep’KKa BHYTPUYTPOOHOTO pa3BUTHS IJI0JAa, BHYTPUYTPOOHBbIE HH(MEKIHH,
TpaBMBbI U T.1.).

B ocHOBy reHeTMueckoW KiIacCHU(PHUKAMU HACJIEJICTBEHHBIX OO0JIe3HEH  MOJI0XKEH
9TUOJIOTUYECKUI TPUHIUII, TUIl MyTallUd U XapakTep B3aUMOJECHUCTBUS CO CPEIO.

HacnencrBennas naTojiorusi AEIUTCS HA 5 OCHOBHBIX TPYIIIL:

XPOMOCOMHBIE CUHJPOMBI; T€HHbIE 00JIE3HHU, KOTOPBIE JIEISTCSI HA MOHOTE€HHBIE (TOPayKEHUE OTHOM
napbl aJUIEJIBbHBIX [€HOB) U MOJUIE€HHbIE (MYJIbTU(AKTOpHANIbHbBIE WIIK O0JIE3HU C HACJIEICTBEHHBIM
MIPEIpaclosOKEHUEM); TeHETUYEeCKUEe OOJIE3HH COMAaTHYECKUX KIJIETOK U OO0JIE3HHM I'€HETUYECKOM
HECOBMECTHUMOCTHU MaTepu U IJI0/1a.

XpOMOCOMHBIE  CHUHJAPOMBI  XapaKTEpU3YIOTCS  KOJMYECTBEHHBIMU  (UYHUCIOBBIMU) U
KayeCTBEHHBIMU (CTPYKTYPHBIMH) aHOMAJIUSIMU TOJOBBIX U COMAaTUYECKUX XPOMOCOM Yy YEJIOBEKa.

MoHoreHHble 3a00JIeBaHUSL - 3TO NATOJOTUS, NMPUYMHON KOTOPOW SBIISIOTCS MYTallUU
OTJENbHBIX T'eHOB. MOHOreHHble 3a00J€BaHUsl HACIEIYIOTCS B COOTBETCTBUU C 3aKOHAMH
Menzens: 100  ayrOCOMHO-JIOMHHAaHTHOMY,  ayTOCOMHO-PELECCUBHOMY,  X-CLEIIEHHOMY
JOMHHAHTHOMY, X-CLEIJIEHHOMY PELECCUBHOMY, Y-CLUEIUIEHHOMY U MHUTOXOHJPHUAIBHOMY MYyTH
HacCJIeA0BaHUs.

MynbsTudakropuanpipie  3aboneBaHust -  3To  OOJIE3HM  C  HACJIEACTBEHHOU
IIPEIPacloOKEHHOCTbIO, JUIS MPOSIBICHHUS KOTOPBIX HEOOXOAMMO COBMECTHOE JeHCTBHE
HACJIEICTBEHHBIX M  BHENIHECPEAOBBIX  (pakTOpoB.  BbIIensioT  MOHOTE€HHblE  (OPMBI
(maronormyeckas MyTalMs OJHOIO T'€HA W BO3AECUCTBHE HECKOJIBKUX CTPOro cHenupuyecKux
BHEIIHECPEOBBIX (DAKTOPOB) U TMOJUTE€HHbIE (QOpPMBbI (COYETAHHE MATOJIOTMYECKUX alljiesie
HECKOJIbKUX F€HOB U BO3JIEHCTBUE KOMILJIEKCA HEOIArONPHUsITHBIX BHEITHECPEIOBBIX (PaKTOPOB).

I'enernueckue OOJE3HW COMATHYECKUX KIETOK - XPOMOCOMHBIE NEPECTPOMKU B KIIETKaX,
BBI3BIBAIONIMX AKTUBAIIMIO OHKOTEHOB (peTHMHOONIacTOMa, Omyxojb BuibMmca), cropagudeckue
Cllydau BPOKJIEHHBIX MTOPOKOB Pa3BUTHUs, ayTOMMMYHHbBIE ITPOLIECCHI U CTApEHUE.

bone3nu renermueckoil HECOBMECTMMOCTH MaTepu M IUIOJA - T€MOJIUTHYEecKas OoJe3Hb
HOBOPOKJIEHHBIX P HECOBMECTUMOCTH I10 TPYIIIE KPOBU U pe3yc-paKkTopy.
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CyiiecTByeT KIMHUYECKas KiacCU(pHUKalMsg HAacleACTBEHHbIX 3a00JeBaHUIl, MOCTPOCHHAs
[0 MPHUHLMITY BEAYIIEH CUCTEMHOM MaTOJOTMU: HEPBHBIE, HEPBHO-MBIIIEYHbIE, OOJIE3HU OMOPHO-

ABUTIaTCJIBHOTO aIlrapara, KOxu, rjia3s u ap.

1.2 KIIMHUYECKA S KJIACCUDHKALIMSA HACJIEJICTBEHHBIX BOJIE3HEN

1. 3aboseBaHus C MOpaXKCHHEM HEPBHOU CUCTEMBI (akaHTOIIMTO3
(aGeranunonporenHemusi), 6one3Hb PexnuHrxaysena (HelpoduOpomaro3), HapylleHHs OOMeHa
JUIHIOB, aMWUHOKHCIOT ¥ YIJIEBOJOB, MYKOIIOJHMCAaXapuao3bl, cuHApoMm Kpurnepa-Haiispa,
cunapom Jloypenca-Myna-bapae-bums, cunapom Jlyu-bap, xopes ['entunrrona u np.).

II. Bonesuu ¢ mopaxennem KOCTHOM CUCTEMBI (axonmporiasus, Heiipodubpomaros,
snudu3apHas TUCTUIA3WsI, MYKOIIOJIMCAXapHUI03bl, HECOBEPIICHHBIN OCTEOTeHE3 U JIp. ).

III. Bonesun ¢ mopaxenuem MBIIIIEYHOM CHUCTEMBI (amuotpodun Apana-JfomreHa,
Bepanura-I'opdpmana, Ilapko-Mapu-Tycca, auctpoduu Kypuimanna-barrena, [lromena,
Jlanny3u-Jlexxepuna, Opba-Pota, cuaapom Tomcena u ap.).

IV. Bonesnu ¢ nopaxennem CEPJJEUHO-COCYJIMCTOM CUCTEMBI (6onesus dabpu,
MYKOIOJHMcaxapuao3el, cuHapombl Kaprarenepa, Hynana, Xonra-Opama, Dinepca-/lanio,
Mapdana).

V. 3aboneBanus ¢ nopaxennem KOXU (akpoaepMaTUT 3HTEpONaTHUECKUN, aKpOKEpaTo3
O6opomaBuareiii  ['onda, anpOunm3Mm, cunapomsl beka, brnoxa-Cynbioeprepa, beépacTana
(xypuaBbIx BoJioc), Ban-nen-boma, ['onbia (runomiasus koxu GoxanbHast), UXTHO3 U JIp.).

VI. bone3nu c¢ nopaxxenuem OPI'AHOB 3PEHUS (anbOuHU3M, JUNHI03bI, CHHIPOMBI
bepa, Mapdana, Dnepca-/lanino, rajakro3emusi).

VII. 3a6onesanus ¢ nopaxenrnem MOUYEITOJIOBOM CUCTEMBI (aresesust modex 0HO- 1
JIBYCTOPOHHSISA, aJpeHOTEHUTAIBHBIN CHHAPOM, TUCIUIA3US TIOYEK M aIUIa3hsl CETYATKH, CHHIIPOMBI
Ansnopra, Onbpaitta-bartiepa-bnymbepra, Cmuta-Jlemimn-Onuria, debpe-neTonn-dankonn).

VIII. bonesnun c¢ mnopaxenuem OPI'AHOB JIbIXAHUSA (sierounslii  anbBeOssipHbII
MHKPOJIMTHA3, MYKOBHUCIHI03, cuHApombl Kaprarenepa, Jlyu-bap, Dnepca-/lannoca, Xammena-
Puua).

IX. bonesnn c mnopaxennem OPI'AHOB IIMINEBAPEHUSA (anpeHoreHuTanbHbI
CHUHJIPOM, TJMKOT€HO3bl, MyKOBUCIUI03, CUHApOMBbI ['apauepa, Ileditua-Erepca-Typena, Panaro-
Ocnepa, llIBaxmana, nenuaxkus u ap.).

X. Iatonorus KPOBU (Gone3up Bepnbroga, remonutuueckas aHeMus (JIeKapcTBEHHas),
CBS3aHHAsA C JePUIUTOM TIIIOK030-6-(hochar-neruaporenaspl, TeMOJUTHYECKas ChepolrTapHast
anemus (6osiesr MunkoBckoro-Illoddapa), remornobunHOMaTHN (TaTacCEMUN), TeMOPparnyecKas
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TpomOactenust [nanumana, remoduiuus A (HemoctatouHocts VIII daxrtopa), remopunus B
(nenoctarounocts IX daxrtopa), saputponosruyeckas nophupus).

XI. bone3nu c¢ nmopaxenuem OPI'TAHOB CIIVXA (cunapom Anbnopra, IrIyXOHEMOTa M
nedekt mpoBosmieit cuctemsl cepana (ymmmHenue uaTepBaia QT na OKI' u oOMopokwm), TiyxoTa
MPOBOJIAIIETO THUMA C AaHOMAaJIWEW HapyKHOro yxa, cuHapomsl lleHnmpena, Yimepa, ciyxoBas
HEBpPOMa JIBYCTOPOHHSIS).

XII. TIlepeuuasie MUMMVYHOILE®UINUTBI (cunapomsr bnyma, bpyrona, Buckotta-
Onppuya, I'utnuna, 'yna, xo6a, Jlyu-bapp, Hezenoda, du-xopmku).

Myraunu

B BO3HMKHOBEHMHU HacJEJICTBEHHBIX 3a00J7€BaHUN U BPOXKAECHHBIX MOPOKOB PA3BUTHSI JIEKHUT
HACJIEJICTBEHHAs! U3MEHYUBOCTh, B KOTOPOH JIbBUHYIO JIOJIIO 3aHUMAET MyTallMOHHAs: U3MEHUYUBOCTb.
MyTanuu - npuyMHa MyTallMOHHON M3MEHYHBOCTH - 3TO JI0Oble U3MEHEHUSI B HYKICOTHIHOU
nocnenoBarenbHoctd JIHK wim B xonmmuectBe JIHK. [loHsiTue «MmyTanusi» BBEd TOJJIaHACKHA
6otanuk ['yro ne ®pus, BrnepBble ONyOIMKOBaB OCHOBHbIE mosioxkeHus B 1901 r. B Tpyne
«MyTanuoHHas TEOPUsI».

Knaccudukarus myranmii:

I. TIo xapakTepy U3MEHEHMS T€HOTHUIIA:
1. 'ennble MyTauy (TOYEYHBIE).

2.VI3MeHeHus CTPYKTYPbl XpOMOCOM (XPOMOCOMHBIE MIEPECTPONKH).

3.VI3meHeHune uncia XpoMocoM (TeHOMHBIE).
II. Tlo xapakTepy n3MeHeHus: GeHOTHIIA:

1. JIeranbHeIE.

2. Mopdosnoruueckue.

3. duznonoruyeckue.

4. buoxumMuueckue.

5.IloBeneHueckue.

I1I. ITo mposiBIEHUIO B T€TEPO3UTOTE:!
1./loMUHaHTHBIE.
2. PeneccuBHbIE.

IV. Ilo ycinoBHsIM BO3HUKHOBEHHUS

1. CioHTaHHbIE, HEU3BECTHA NPUYMHA BOZHUKHOBEHHUS.

2. UaaynupoBaHHbIe, BO3HUKAIOIINE B PE3YIbTATE KAKOTO-TO BO3IEUCTBHUS.
V. Ilo creneHu OTKIOHEHHUS OT HOPMaJIbHOTO ()EHOTHIIA.

Jlis 310pOBbsl 4esoBeKa HEOIAronpusiTHBIMU MOTYT OKa3aThCsl IMOCHEACTBUS MYyTallUu
m000ro TUMa - TOYEYHOM, BHI3BAHHOW M3MEHEHHEM CTPYKTYPbl TOM MJIM MHOH XPOMOCOMBI MJIU

10



HapylieHueM yuciia XxpomocoM. CrnenupuaHoCTh MEAUIMHCKUX MOCJIEACTBUN MYyTallli pa3HbIX

TUIIOB OTpaxkeHa B Tabnuie 1.

Tab6anma 1.

Turbl Myranuil y 4eJI0BeKa U UX MOCIEICTBUS.

Tun myranuit XapakTepucTuka [TocnencrBus
I'ennbie Mounekynspueie u3MeHeHus B|HapyiieHus cuHTe3a nepBUYHBIX MPOJYKTOB
reHax reHa
I'ennblie 6ose3HU
MynbTudakTopuanbHbie 600J1€3HU
Xpomocomuble | Hapymenus B cTpykType|CyllecTBeHHbIE HapyIIEeHUs] OpraHoreHe3a
OTZAEIBHBIX XPOMOCOM Jletanbuble 3 dexTs
XpoMocoMHbIE 00JIE3HU
I'enomHbIE N3menenus uucna xpomocom uinu|l mybokne HapymieHus HSMOPHOHAIBHOTO
gyuciia HabopoB XpOMOCOM pa3BUTHUSA
Jletanbuble 3¢ dexTs
XpoMocoMHbIE 00JIE3HU

IKOreHeTHKA

MenunuHckasi TeHeTHKa MOCTOSIHHO M3y4daeT cpelly oOuTaHus 4ellioBeka. B coBpeMeHHOM

MHUpPE CTPEMUTENBHO MOSBISAIOTCA HOBbIE (DAKTOPbI (XUMUYECKUE, OHojornyeckue, Gu3nyecKkue u

Hp.), C KOTOPBIMHU YCJIOBCK PAHEC HC KOHTAKTUPOBAJI, BCICACTBUC YCTO I'CHOTHII NOIYJIIOWU HE

ycrneBaeT OBICTPO M aJICKBATHO pearupoBaTh HAa M3MEHEHHE Cpeibl. B MOJ0OHBIX AKOJIOTHYECKHUX

YCIIOBHAX BO3HHUKAIOT HACJICACTBCHHLIC 00J1e3HH HOBOI'O IOKOJCHMS - SIKOICHETUUECCKHE 6OH€3HI/I,

MpeACTaBICHHBIC B TAOIHUIIE 2.

Tabnuna 2.
[Ipumepsbl 3KOreHeTHUeCKUX 00JIe3HE.
®dakTop okpyxarouui | [IpoBouupyrommit I'enernuecku [Tarosornyeckas
cpebl ¢bakrop JNE€TEPMUHUPOBAHHBIE peaxuus
CUCTEMBbI
Kimmmar Conneunas @epmenTel  penapauuu | M3bsa3BiIeHHs  KOXH,
pamnanus JHK pax
[IpousBoacTeo Kpacurenn Aneruntpancdepasa Pak moueBoro my3sips
OCH3UIMHOBOTO psiga
beiTOBEIE BpeqHOCTH | AJIKOTOJIB Ansaernnneruaporesasa | [laronornueckas
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YYBCTBUTCIIBHOCTE K
QJIKOTOJIIO
®apmakonoruueckue | MuopenakcaHTbl [TceBmoxonmuHsCTEpa3a OcraHoBKa AbIXaHUS
Ipernaparsl El
[Inmessie mpoaykTel | Moiioko Jlakrasa Henepenocumocts
MOJIOKa

DKoreHeTH4ecKHue 00JIE3HH, KaK MIPaBUIIO, PELIECCUBHBIE, T.€. MPOSIBISIIOTCS B TOMO3UTOTHOM
COCTOSIHUM 110 MyTaHTHOMY T'eHy. OJJHaKO HEKOTOpPbIE MYTallU{, IPUBOJAIINE K IKOTEHETHUYECKUM
00JIe3HsAM, MPOSIBISIOTCS M Yy TeTepO3UrOTHbIX Hocuteneil. TakoBa, K NpuMepy, MUTMEHTHas
Kcepojiepma - 3a00JIeBaHUE, OTHOCSIIEECS K TPYIIEe HACIEICTBEHHBIX 0oJie3HEeH, 00yCIOBIEHHbIX
neeKTaMu CHCTEM penapaluy: YCTaHOBJIEHO, YTO PAK KOXKHU Yy TEeTepO3UroT B STOM Cilydyae
pa3BUBAETCsl JIOCTOBEPHO 4allle, YeM Y JIML, HE SBJSIONIMXCS HOCHUTEISIMU MYTAHTHBIX T€HOB.
[loBpllIeHHAs YacTOTa MPOSIBJICHUS MAaTOJOIMUYECKON peakuu y TeTepO3UTrOTHBIX HOCHUTENEH
COOTBETCTBYIOILIUX MYyTallUi OOYCIOBIMBAET CYIIECTBEHHOE pacIIMpeHue Ipymibl pucka. B aroii
CBSI3M DKOre€HeTHuYecKue 3a00JIeBaHUs MPUBJIEKAIOT K cede Bce OoJblliee BHUMaHUE CHEUATUCTOB

Pa3HBIX 00JaCTEN MEAUITUHBI.

1.3 TECTOBBIE 3AJAHUA 110 TEME «BBEJJEHUE B MEJJULIUHCKYIO 'TEHETUKY»

Br16epute o1uH U3 IpeyIoKEHHBIX OTBETOB

1. IPEAMET U3YUYEHMS MEJIMIITMHCKOM TEHETUKN
1) 3a6oneBaHMsI ) KUBOTHBIX
2) HacjeICTBEHHbIE 00JIE3HU YelloBeKa
3) uHpekunoHHbIE O0JIE3HU YETIOBEKa
4) 6071€3HM HEOHATATHHOTO TMEpUoIa
5) TpaBMBbI

2. JUIS1 HACJIEJCTBEHHOM ITATOJIOI MM XAPAKTEPHO
1) mOMMOPraHHOCTH MOPAXKEHUS, PE3UCTEHTHOCTH K TEPAITUU
2) ocTpoe TeueHue
3) GnarompusATHBIN HCXO[ 3a00JIEBAHMS
4) OTCYyTCTBHE XPOHU3AIMH MpoIecca

3. JUITJIOUJIHBIM HABOP XPOMOCOM OEPA3YETCS B PE3VJIBTATE
1) meliosa
2) neneHus MoJIOBBIX XPOMOCOM
3) neneHust ayrocom

4. TATJIOMIHBI HABOP XPOMOCOM OBPA3YETCS B PE3VJIbTATE
1) meliosza
2) MuTO3a
3) neneHust ayrocom
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5. MOP®OJIOTMYECKUI CYBCTPAT F'EHA
1) Genox
2) xpoMocoMa

3) TpUIUIET HYKIICOTUIOB
4) yuactok JIHK

6. OCHOBA 'EHETUYECKOTI'O IIOJINMMOP®U3MA YEJIOBEYECTBA
1) MyTrareHHast ”3MEHYUBOCTh
2) Moau(pHUKAUOHHASI U3MEHUYNUBOCTh
3) KOMOMHATHBHAS U3MEHYMBOCTH
4) ectecTBEHHBIN OTOOP

7. ITIPU OBPASOBAHUUN AN3UT'OTHBIX BJIM3HELIOB
1) MpouCXOUT pacxoskAeHHE 0JACTOMEPOB B MPOIIECCE IPOOICHUS
2) oHA SUIIEKJIETKA OTUIOJOTBOPSETCS 2 CIIEPMATO30HIaMH
3) nBe SUIEKIETKH OIUIOJOTBOPSIIOTCS pa3HbIMU CIIEPMATO30UIaMU

8. ITP1 OBPASOBAHNU MOHO3UT'OTHBIX BJIN3HELIOB
1) mpouCXOIUT pacxoskaeHHE 0JIaCTOMEPOB B MPOIIECCE IPOOICHUS
2) oJHA SUIIEKJIETKA OTUIOJOTBOPSETCS 2 CIIEPMATO30HIaMH
3) nBe SUIEKIETKH OIIOJOTBOPSIIOTCS pa3HbIMU CIIEPMATO30UIaMU

9. HAUBOJIEE UYBCTBUTEJIbHBIN TEPATOI' EHHBIN ITEPHO]]
1) pannwuii peranbHbIN
2) sMOpHOHATHHBIN
3) no3aHui peranbHbIN
4) mepuoj 0Opa30BaHUS TaMEThI
5) nepuoa oOpa3oBaHus OJIaCTOLKCTHI.

2. CEMHUOTHUKA HACJIEJICTBEHHOM ITATOJIOT U

HacnencrBennbie 001€3HM UMEIOT OOJIBIIHNK YACTbHBIA BEC B OOIIEH MaTOJIOTUU YeTIOBEKa.
JlnarHoCcTHKa HACJEICTBEHHOW MATOJOTUM - CIOXHBIA M TPYAOEMKHM MpPOLIECC, B CBSI3U C
pazHooOpa3ueM M CXOJCTBOM HEKOTOPBIX HACIEACTBEHHbIX (OpPM C HEHACJIeJACTBEHHBIMU
0ose3HsAMHU ((PeHOKOMHHM), a TaKXKE B CBA3H C HAJIMYUEM PEIKO BCTPEUAIOLIUXCS HACIEACTBEHHBIX
6omesneit (1:200000). TpyaHOCTH TUArHOCTHKUA OOYCIIOBJICEHBI T€M, YTO HO30JIOTHYECKHI CIICKTP
HACJIEICTBEHHBIX Ooje3Hel oveHb wmuUpok (Oosee 3500 ¢opm). IlosTOMy 3HaAHHME OCHOBHBIX
MPUHIMIOB KIMHUYECKON T'€HETHKH IOMOXKET 3aloJI03pUTh HacleACTBEHHbIE OOJIE3HU, a IMOCIe
JOTIOTHATEIBHBIX KOHCYJAbTAIlM C BPAdYOM-TCHETHKOM, TIPOBEICHHUS IMapPaKIMHHYECKUX U
1a00paTOPHO-TEHETUIECKUX 00CIIeI0BAaHII TTOCTAaBUThH TOYHBIN TUarHO3.

UToOBl HE «TIPOIYCTUTH» HACJIEICTBEHHYIO 0O0JI€3Hb, Bpau JIOJKEH MOMHHUTH O TOM, 4YTO
HACJIEJICTBEHHbIE 00JIE3HUM MOTYT IPOTEKaTh MOJ «MacKoi» HEHaclelICTBEHHBbIX. B psjae ciydaes
HACJICTBEHHAsl  IATOJIOTHUSI  MOMKET  CONYTCTBOBaTb  OCHOBHOMY,  HEHACJEICTBEHHOMY

3a00JI€eBaHMUIO, 10 MIOBOAY KOTOPOIro OOJIbHOM 00paTHiICs K Bpayy.

2.1 DTAIIbI [IOCTAHOBKHU JJUATHO3A HACJIEJICTBEHHOM FOJIE3HU
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1) obmee knMHMYECKOE o0OcieqOBaHHE OOJBHOTO B COOTBETCTBHM C COBPEMEHHBIMHU
TpeOOBAaHUSIMH, OTMMCAHHBIMK B COOTBETCTBYIOIIUX PYKOBOJICTBAX;

2) pH TOJO3PCHUHM Ha KOHKPETHYIO HACJICJICTBEHHYIO 00JIE3HH HEOOXOIUMO IPOBEICHUE
CHEIHATN3UPOBAHHOTO MU PEepeHIINATHLHO-IHATHOCTHYECKOTO 00CIeIOBaHMS.

[Ipu oOmemM KIMHUYECKOM OOCIICOBAaHWM IIOCTAaHOBKA JMArHO3a JIOJDKHA 3aBEPITUTHCS
OJHUM M3 TPEX 3aKIIFOYEHU:

1) nuarHo3 HeHAcCJeACTBEHHOro 3a00JieBaHUs (JIOCTATOYHO OOMIETO KIMHUYECKOTO H
nmabopaTopHOTO OOCIIEeIOBAaHUS - TaKWe JWarHo3bl, KaK KOHBIOHKTUBHT, OCTpas ITHEBMOHWUS,
TU3EHTEpUS, HE TPEOYeT TeHETHYECKOTO 00CIeJ0BaHu);

2) [MarHo3 HAacJeICTBeHHOW 0ojie3HM (KIMHUYECKOTO ¢ IMapPaKIMHUYECKOTO
oOcieIoBaHusl  JOCTAaTOYHO JUIA JUArHOCTHUKHA TaKHX «KJIACCHYCCKUX»  HACJICICTBEHHBIX
3a00J€BaHMM, KaK axOHIPOTUIa3us, Helipopubpomaros, petuHobIacToMa 1 T.1.);

3) mogo3peHue, 4To 60JI€3Hb HACJeACTBeHHasi (TpeOyeTcss MPUMEHEHUS CIICIUATbHBIX,
JOTIOTHATEIILHBIX METOJIOB 00CTICIOBAHUS - TAPAKITMHIUYCCKHX, JTA00PATOPHO-TCHETHICCKHUX).

B KIIMHUYECKOM TCHETHKE st MOCTAHOBKU JMArHo3a HUCIOJIb3YIOT
CHHPOMOJIOTHYECKHIT MeTo. C MOMOIIBI0 TPEAMETHO-00pa3HBIX 3HAKOB 0003HAYAIOT TJIaBHBIC
MIPU3HAKU BPOKJIEHHOTO WM HACIEACTBEHHOTO 3a00seBanus (cuHapomMa). CHHAPOMOJIOTH4eCKHU
NMOAX0J OCHOBaH Ha OOIEM KIMHUYECKOM Merone oOciaemoBaHust OoJIbHBIX. O0g3aTeIbHBIM
YCIIOBUEM €TI0 NMPUMEHEHHS CIY)KUT 3HAHHE BPAadOM OCHOBHBIX TMOHSTHN KIMHUYCCKOW N€HETHKH,
O0COOCHHO TakWX 0a30BBIX NMOHSTHHA, KaK: HACJCACTBEHHBIM MaTepHall M YPOBHH €ro OpraHH3aIlWH,
(GbopMbl HACIEACTBEHHON NAaTOJOIMH, BPOXKJICHHOE M HAcJeACTBEHHOE 3a0ojeBaHuE (CHUHIPOM),
OoJIbIIIast ¥ Mayiasi aHOMAJTHSI Pa3BUTHSL.

TepMHH «CHHAPOM» B KIWHUYECCKOW TEHETUKE YHOTpeOyiseTcs He Ui 0003HAYCHHS
COBOKYITHOCTH CHMIITOMOB, OOBECIUHEHHBIX €IWHBIM TIATOTCHE30M, a JUIsl 00O03HAYCHHUS
CaMOCTOSITEIIBHBIX HO30JIOTHYCCKUX CAWHHUIL. MHOTHE HO30JIOTHUSCKA HICHTU(DUITUPOBAHHBIC
HacJeACTBEHHbIE OOJIe3HW Ha3bIBAOT CcUHApoMaMHu. OOYCIOBJIEHO STO TEM, YTO TaKue
HO30JIOTHYECKHE (OpMBI OBUIM TIEPBOHAYAIBHO OINHMCAHBI KaK CUMITOMOKOMIUIEKCHI 0e3
MMOHUMAHMS WX 3THOJIOTHH. XOTS B JAITBHEHIIEM pacIIH(ppPOBLIBATACH HACICICTBEHHAS THOJIOTHS
JAHHOTO CHMITTOMOKOMITJICKCA WJIH CHHJPOMA BILIOTH JIO TIOJHOW TCHETHUYECKON XapaKTEPHUCTUKH
(XpomMocoMHBIE 0OJIe3HH, T€HHBIE 00JIE3HU, MUTOXOHApPHATIbHBIE 00JIE3HU), 3a HACJIECICTBCHHBIMU
00JIe3HIMH, ONTMCAHHBIMHA BHAYAJIC KaK CHHJIPOMBI, OCTAJICS TEPMHUH «CHHIPOM.

Knuaudeckass JOUarHOCTHUKA HACICACTBEHHBIX OOJIE3HEH OCHOBBIBACTCS Ha JaHHBIX
KITMHUYECKOTO, TCHEAJIOTHICCKOTO U MAPAKIIMHHYECKOTO 00CIICIOBAHMS:

. Kiimanyeckuii Mmetos.

II. KinnauKOo-reHeaornueckuii METOI.
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III. ITapakIuHUYECKHUIT METOM;

1) Obmue.

2) CneuuanbHbIE.

[. Knunnuyeckuii meron (aHamHe3 >KM3HU U 3a0oJieBaHUs, OOBEKTHMBHOE OOCIICIOBAHHE
0O0JILHOIO U €ro POJACTBEHHHUKOB).

1) AHamHe3 KU3HU:

eMecTOo  KUTENIbCTBA  pOJUTENEH, Hanmuuue  MNpo(QEecCHOHATBHBIX  BPEIHOCTEH,
9KOJIOrMYecKast 00CTaHOBKA.

e AKYIIEPCKO-TUHEKOJOTHYECKU aHaMHe3 MaTepu (HaJIWYUE CIOHTAHHBIX BBIKUBIIIECH,
0COOEHHO Ha paHHUX CPOKaX, MEPTBOPOXKIACHUHN, poxaeHui nereit ¢ BIIP u HacnencTBeHHBIMHU
3a00JIeBaHUSIMHM, CMEPTh JleTeil B paHHEM BO3pacTe, JIMTENbHBIA MPEIIIECTBYIOIINI Mepuos
Oecrioius, XpOHUYECKHUE BOCHAIMTEIbHbIE 3a00JIeBaHUS YPOTE€HUTAIbHOM 30HBI, B TOM YHUCIE
nH(peKInY, nepegaBaeMble MOJIOBBIM IyTeM). ['paMoTHas M TiIaTenbHas OLEHKa aKylIEepCKOro H
MEPUHATAJIBLHOTO aHaMHE3a, C YYETOM Pa3IMYHbIX PAKTOPOB pUCKA.

eTeuenne Hacrosmied  OepeMeHHOCTH  (TEpeHEcCeHHbIe  3a00JIeBaHUs,  IEPHOJBI
TUIEPTEPMHUH, MEIUIMHCKAE BMEIIATENIbCTBA, NMPHUEM JIEKApPCTBEHHBIX IpernapaToB, BO3JECTBUE
TEpPaTOreHHbIX U MyTareHHbIX (PAKTOPOB Ha SMOPUOH U IJIOJ U JIp. ).

eBeco-pocToBble mokazarenu npu poxaeHun (3BYP mo runmomnacruueckomy U
JHUCILIACTUYECKOMY TUITY, MAKPOCOMHMSI, MaKpo- U MUKpoLedausi, COOTBETCTBUE CPOKY IeCTaliN).

e /luHaMKKa BECOpPOCTOBBIX ITOKA3aTelIe M HEPBHOIICUXWYECKOIO pa3BUTHA Ha 1-M rony
KU3HU (OCTAaHOBKA, PErpeccusi, IUCrapMOHUYHOCTb).

2) AnamHe3 3a0oJieBaHMA: BpeMsl MaHM(EcCTalUd IMEPBbIX CUMITOMOB, JAMHAMHKA
KIIMHUYECKOM KapTHHbI, PE3UCTEHTHOCTh K TEpPaIlui, CKIIOHHOCTh K 3aTS’KHOMY U XPOHHUYECKOMY
TEYEHHIO, MTOJTMCUCTEMHOCTD ITOPAKEHUS, HATMYME HETUITUYHBIX U OCOOCHHBIX CUMIITOMOB.

3) O0beKTHBHBIN HJIH KIMHUKO-MOP(OJI0rH4ecKHid 0CMOTP.

JIroboe wHapymenue MopdoreHea HWMEET JAMATHOCTUYECKYIO  3HAYUMOCTh, IIPH
o0cienoBaHuu OOJIBHBIX HEOOXOJIUMMO NIPOBOAMTH OCMOTpP HAa MPEAMET BBISIBICHUS MPU3HAKOB
IU3MopQoreHesa.

CemuoTHKA HACNEACTBEHHOMN MATOJOTUU U3yYaeT NpU3HAKU (CUMITOMBI) HACIEACTBEHHbIX
0ose3Hel, BbI3BaHHBIX B3aUMOJICHCTBUEM HACIIECTBEHHBIX U CPEIOBBIX (PaKTOPOB.

OO6mas BpaueOHasi MOArOTOBKA BKJIIOYAET 3HAHHWE OCHOBHBIX MPU3HAKOB U OCOOEHHOCTEH
KIMHUYECKUX TIPOSBJICHUI HACJIEICTBEHHOM MAaTOJIOTUM, OOMIMX MPUHIUIOB KIMHUYECKOU
JTUArHOCTHKH, OCOOCHHOCTEW ocMOoTpa H (PU3MKAIBHOTO OOCIIEIOBAaHMS TMAIMEHTOB H HX
POJICTBEHHUKOB, KIIMHUKO-T€HEAJIOTHYECKUI METO/], CUHAPOMOJIOTHYECKHUI MOAX0/ K AUATHOCTHKE

HaCJICACTBECHHBIX 60H€3H€I>i, OLCHKY IMapaKIMHUYCCKUX HccienoBannii. Pemraroniee 3HadYcHHE B
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JMarHOCTHKE HACJEACTBEHHBIX O0Je3HEeH MMEIOT JabopaTopHble T€HETHYECKUE HCCIEIOBAHUS:
LUTOT€HETUYECKHE, MOJIEKYJIIPHO-T€HETHUECKHUE, OMOXUMHUUYECKUE U Jp.

Henp KIMHUKO-MOP(}OJIOrHYECKOr0 OCMOTPA TIPH  HACIEACTBEHHBIX  OOJIC3HSX,
3aKIJII0YaeTCsl B OLIEHKE MOp(OTHUIIa OPAKEHHOTO peOeHKa, KOTla IMarHoCTUKa OCHOBBIBAETCS Ha
BHEIIHEM «y3HaBaHUM» TOTO WJIM MHOTO CHUHApPOMA - «IOPTpETHas» AuarHoctuka. Bo mHOrmx
ClIydasiX BBISIBIISIETCSl XapaKTEePHbIA BHEIIHUN BUJ OOJIBHOTO, KOTOPBIM /€TaeT pa3HbIX OOJbHBIX U3
pasHbIX cemell 0ojee CXOKHUMHU JpPYr € APYroM, 4eM Jaxke Onu3kue poJacTBeHHUKU. Hampumep:
muio  anbda  (cuHapom BumbsMmca), nrTunerosnoBas KapaukoBocTh (cunapom  Cekkens),
raprouyinyeckuii  aucMopdusm  (MyKONOJIMCAXapua0o3bl W MYKOJUIUAO3bI), KOLIAYMH KpPUK
(cuHAPOM JeNenur KOPOTKOro TIuieda XpOMOCOMBI 5), komauuid r1ia3 (cuaapom Imwunma -
®dpakkapo), rias3a Jjanu (CHHAPOM YaCTUUYHON MOHOCOMHHU IO JJTUHHOMY IIJIEYY XPOMOCOMBI 22) U
T. 7. BHUManue Bpaya 0JDKHO ObITh HANPaBICHO TAKXKE Ha BBISBJICHUE TaKUX 3HAKOB y OIM3KUX
POACTBEHHUKOB OOJIBHOTO.

[Ipusnaku nu3mopdorexesa sIBISIFOTCSI COCTABHOM YacThiO HACJIECTBEHHBIX U BPOKIEHHBIX
Oone3neli. OHM BCTpEYAIOTCS MPAKTUYECKHM IO BCEM CHUCTEMaM U BechbMa pa3HOOOpa3HbI.
Hekortopeie mnpencraBieHuss o0 uX BUJaX M 4YHUClIe MOXHO HalWTH B «CioBape NpPU3HAKOB
nuzMopdorenesayn (cm. Ilpunoxkenus). BonabIIMHCTBO NMPU3HAKOB JAM3MOpP(oreHesa HapylmarT
(GYHKIIMIO TOTO OpraHa, K KOTOPOMY OHU OTHOCSITCSL.

OpHaKo HECKOJBbKO JECATKOB IPU3HAKOB HE HapymaloT (QyHKOuH. OHM OTHOCATCA K
MHMKPOAHOMAJIUSIM PA3BUTHUS, BPOKIEHHBIM MOP(OreHeTHYECKUM BAPUAHTAM WJIM CTHUTMaM
Au33MOpUoOreHe3a - 3To0 Takue MopgoJornyecKkue OTKJOHEHUS! B Pa3BUTHHM, KOTOpbIe
BBIXOJAAT 32 mpede]bl HOPMAJIbHBIX BapHalWil, HO He HapyWAlT (YHKUMU opraHa (B
OT/JIMYHE OT BPOKIAEHHOIr0 MOpoka pa3Butus). OHU ABIAIOTCS HECHEU(PUUECKUMHU MTPU3HAKaMU
SMOpPUOHAIIBHOTO JU3MOPQOreHe3a, OTPaKAIOUIMMH OTKJIOHEHUS B TOMEOCTa3e pa3BUTUS U
BbI3BaHbl TepaTOreHHbIMU (akTopamu. CTUIMBbI IM3IMOpHOreHe3a BCTPEUYAIOTCS Y 3JI0POBBIX
JOJIeH, HO HAJM4YMe HECKOJbKHX MpHU3HAKOB (Oojee 5-6) yka3pIBaeT Ha HEOOXOAMMOCTH Ooliee
BHUMATEJIBHOIO 00cCieoBaHusl OOJIbHOTO Ha IMpeaMEeT BpOXKAEHHON WM HACJIEICTBEHHOU
[aTOJIOTUH.

OrpomHoe pa3HOOOpa3ue HacleACTBEHHBIX CHHAPOMOB M MHO>KECTBEHHBIX BPOXIECHHBIX
nopokoB pa3sutus (MBIIP) xapakrepusyercs pa3inyHbIMUA COYETAHUSMU OTIEIIbHBIX MPU3HAKOB
(cuMnTOMOB), OOLIEE YMCIO KOTOPBIX IO HEKOTOPBHIM OLIEHKaM MpEBbIMIAeT TpU Thicauu. OHU
JEJSATHCS Ha 3 TPYIIIIBL:

- anbmepHamugHvle. MO0 €CTh, MO0 HET (NpeaypuKyJISPHBIC MAMMIIIOMBI, IIEHHBIE

(bucTynbl, YeThIpeXnaiblieBas CKJIAKa JIAJOHU U T. [1.);
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- uzMepumesbHble: TIPU3HAKH, ONPEICsieMble KOJTMYECTBEHHBIM 3HAYCHUEM (YAJIMHECHHE,
YKOPOUYCHHE, YBEIIMUCHUE, YMEHBIIICHNUE U Jp.; apaXHOJAKTUINA, OpaxuJaKTHINS, MaKpoledaims,
MUKpouedanus u T. 1.);

- onucamenbHble. TIPU3HAKU, XAPAKTEPU3YIOIMIUECS W3MEHEHUSIMH KOXKH, BOJIOC, MSTKHUX
TKaHEe! U Jp., KOTOpPbIe TPEOYIOT CPaBHUTEIBHBIX XapaKTEPUCTUK (TISATHA HA KOXKE IBETa «Kode ¢
MOJIOKOMY, «IITHYbE JIUII0», «CBUCTSIIEE JTUI0Y, <JTULIO ATb(ay U T. 1.).

[Tatonornyeckuii (EeHOTHUN HACICACTBEHHOTO CHHIPOMA CKJIAIBIBACTCS W3 COYCTAHUSA
CUMIITOMOB  (MUHUMAJIbHBIE JUAarHOCTUYECKHME TPH3HAKH), CO3JAIMMUX crhenuduueckoe
«peHoTuMYECKOE AAPO» 3a00JICBAHUS, ABJISIONICECS OCHOBOM /Il YCTAHOBJICHHS IMAarHO3A.

Hapsiny ¢ BBICOKOMH(POPMATUBHBIMU CHUMITOMAaMH B CTPYKTYpEe HACJIECICTBEHHBIX
CUHJPOMOB TPUCYTCTBYIOT U (POHOBBIC TMPU3HAKW: CHUMITOMBI, BCTPEUAIOIIWECS MPU MHOTHUX
HAcJEACTBEHHBIX CHHIpOMaxX, a Takke © B OOmed momymsanu, co3garonme (oH
«TUCIITIACTUYHOTO» peOCHKA: MUKAHT, NedopMaliys yIIHBIX PAKOBUH, BEICOKOE HE0O, N3MEHEHHAs
nepmatornudurka, KIMHOJAKTUIIS, pa3IMYHbIE BapUAHTHl CHUHAAKTIIIMM W T.1. JmarHoctmueckas
3HAYMMOCTh OTJIETBHO B3ATOTO MPU3HAKA 3TOW TPYIIBl HEBEIMKA, OJJHAKO HEJIOOIEHWBATH UX HE
clenyeT, 0COOCHHO, KOT/a K peOeHKY eCTh 00Jiee CEphEe3HBIH MOBOJ IS MPETCH3UI» B BUJEC
3aIep KK (PU3NIECKOTO, MHTEIUICKTYAJIbHOTO HJIM TTOJIOBOTO PA3BUTHS U T.1I.

Jy1st ©X BBISIBJICHHSI IETATbHO OLICHUBAIOTCS:

[Ipon3BoUTCS TIIAHOMEPHBIN, TOCUCTEMHBI OCMOTP C BBIJICJICHUEM ITPU3HAKOB:

e (hu3nuecKkoe pa3BUTHE (AHTPONIOMETPUS);

® KOCTHBII BO3pacT (CBOEBPEMEHHOCTD 3aKPBITHS 30H POCTA JJIMHHBIX TPYOUaThIX KOCTEH);

® TUII TETIOCJIOKECHHS M HATMYNE aCUMMETPHH CKEJIETa, €ro OT/CNIOB;

® HAPYIIICHUE TUTMEHTAIIMN KOXXH, BOJIOC; CTPYKTYpPHI TPHUIATKOB KOXXH; COCYAHUCTHIC
00pa3oBaHUs HA KOXKE, CIIM3UCTHIX 000JI0UKAX;

® HaJTMYME BPOKJICHHBIX TOPOKOB PA3BUTHS U CTUTM JAU3IMOPHOTEHE3a;

® a-, TUIO-, TUTIEPTPO(HUH MBIIIII, CYAOPOTH, HACHIILCTBEHHBIE ABUKEHUS, TAPATTUYH;

® TUIIOIIJIA3UsI HAPYXKHBIX W BHYTPEHHUX TEHUTAINN, OTCYTCTBHE BTOPHUYHBIX ITOJIOBBIX
MIPU3HAKOB, UHTEPCEKCYAIbHOE CTPOCHUE HAPY>KHBIX TCHUTAIINN;

e cBO€OOpa3HbIi 3amax OT KOXH, IT0Ta U MOYH O0JIBHOTO;

® rernaTo-, CIUIEHO-, TeMaTOCTICHOMET Ul HESICHOM 3TUOJIOTHH;

e rpyOble aHOMAJIUU CKEJIETa;

e CIIENIOTa, BPOXKICHHAS KaTapakTa, 1eQeKT paayKKu, MTO3;

® HApYIIICHHUE CITyXa;

® CYZIOPOKHBIN CUHAPOM H JIpyrasi HeBpOJOTHYECKasi CHUMIITOMAaTHKA;
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®33JIep>KKa IICUXOMOTOPHOTO M PEYEBOT0 Pa3BUTHSI.
[Ipu3Haku HacneACTBEHHOTO 3a00IeBaHUA (CHHIPOMA) MOKHO Pa3IeuTh Ha:
rJaBHble (OCHOBHbIE WIH crelMpUUecKre) Npu3Haku. B ux guce:

- NamMocHOMOHUYHbLe npu3Haku (HU3KUHA POCT IPU KapJIMKOBOCTH);

- gedywue npuznaxu (aTakcusi ¥ TeJeaHrusKTa3uu npu cuajpome Jlyn-bap);

- munuyHvle npuzHaxu (CKOJIMO3 IpU 3a00JIEBAHUAX COEAUHUTEILHON TKAaHU U CKEJIETa).

HersaBuble (BTOpOCTENICGHHbIE WM  Hecnenuduyeckue) mnpu3Haku. Hampumep,
KJIMHO/IAaKTUJIUSI MU3MHIIA BCTPEYAEeTCsl B HOPMeE, a Takke npu cunjapome Paccena-CumnbBepa.

Crnenyer OTMETHUTb, YTO BCE BBIJICJICHHbIE MPU3HAKU JOJKHBI ObITh OIL[CHEHBI HE CaMH IO
cebe, a KaK IMOKa3aTelIu OIMPEISICHHOTO MaTOJOTUYECKOro mporiecca. JIroboi 3HaK MOXKET ObITh
MIPU3HAKOM HaclIeZICTBEHHOI0 3a00JIEBAHUS, HO MOXKET U HE UMETh TaKOTI'0 3HaYEHUS, HAOII01asCh y
COBEPLIECHHO 3/I0POBOTO YEJIOBEKA.

2.2 IPU3HAKU HACJIEJICTBEHHBIX BOJIE3HEN

I nmpu3Hak - MOJMCUCTEMHOCTb W MOJHOPTaHHOCTb HOpaxeHus. B ocHoBe nexXHUT
IJIeHOTPOIHS, T.€. MHOKECTBEHHOE (DEHOTUIHMYECKOE IeHCTBHUE OJTHOTO I'eHa.

II npu3Hak - HaKOIUIEHHE ONpeAeNeHHBIX 00JIe3HEN y UJIeHOB 0HON cembu. [Ipu ananuze
BeIyLIasi POJb OTBOJUTCS KIMHUKO-T€HEAJOTHYECKOMY METOJy, IPaMOTHO COOpaHHBIA CeMENHBIH
aHaMHe3 ¥ aHaJlu3 POJIOCIOBHOM MMOMOraeT Bpayy B JUArHOCTUKE HACJIEICTBEHHOrO 3a00JIeBaHMUsL.
[Ipu ananu3e pOJIOCIOBHOW Bpau o0053aH YYMUTHIBATh II€HETPAHTHOCTh U 3KCIPECCUBHOCTD
MYTAaHTHOTO TeHa. B To ke BpeMs Hanuuue 3a00JieBaHus TOJIBKO Y OJHOTO U3 YJIEHOB POJIOCIOBHOM
HE HCKJIIOYAaeT HAacleJACTBEHHOIO0 Xapakrepa »3Tod 0Oosie3HM (HOBas MyTalMs, IOSBJICHHUE
peLeCCUBHONM TOMO3UTOTHI).

III mpu3Hak - penko BcTpedarouuecs CHelU(pUUYECKHe CUMIITOMBI WM HX COYETaHHE:
rojayOble CKJEpbl IpPHU HECOBEPIIEHHOM OCTEOreHe3e, IMOTEMHEHHE MOYM Ha IeJleHKaX Ipu
QJIKaTOHYPUU, MBILIUHBIN 3amax npu GEeHWIKETOHYPUH U JIp.

IV npusnak - Hanuuue Yy OOJbIIMHCTBA OOJIBHBIX MAaJblX aHOMAaJUil pa3BUTHS
(MHKpOIIPU3HAKOB, CTUTM JAU33MOPHOreHe3a).

V npu3Hak - NpU MHOTHUX HAaCJIEICTBEHHBIX 3a00J€BaHUSAX Yy OOJBHBIX BBISBISETCS
coMaThyecKas arviasus, TUIOoIUIa3us WM TUIIEepIUIas3ysl, B pe3yibTaTe HapyIIEHUsI B3aUMOAEHCTBUS
KJIETOYHBIX CJIOEB B IMOpHoTeHe3e (Impeodiaianne mpoIeccoB npoaudepauy Wik JereHepalun).

VI npusHak - HapylleHHe TedeHUs OEpeMEHHOCTH M IMPEHATAJIbHOTO pPAa3BUTHUS ILIOJA
(npepbiBaHE OEpPEMEHHOCTH, Majlo- U MHOTOBOJIME, HECOOTBETCTBUE Pa3MEPOB U MACCHI IJI0JA U

HOBOPOKJIEHHOTO UX FeCTal[MOHHOMY BO3pacTy U JIp.).
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VII npu3Hak - MHOTHE HaCJEACTBEHHBIE OOJIE3HH HOCSIT BPOXKICHHBIH XapakTep.
deHoTunuyeckass KapTuHa OKOJO 25% TreHHbIX OOJiIe3HEW M MPaKTUYECKH BCE XPOMOCOMHbBIE
CUH/IPOMBI HAaUMHAIOT (POPMUPOBATHCS B AaHTEHATAJIbHBIN MTEPUO/I.

VIII npu3Hak - KIuHU4ecKas MaHu(ecTalus 3a00JeBaHus 3aBUCUT OT Bo3pacTa O0JIbHOTO.
Bce HacnencTtBeHHble OOJIE3HU MPOSIBISIIOTCS B ONPEIEIEHHOM Bo3pacTe. Tak OOJIBIIMHCTBO
XpoMOCOMHBIX cuHAapoMoB (Jlayna, Ilatay, DnBapica) KIMHUYECKHA MPOSIBISIOTCS C MOMEHTA
pokJieHUs] peOeHKa, TOr/1a Kak MepBble CUMIITOMbI (DEHUJIKETOHYpUH HaOIrOAaroTcsl K KOoHIy 3-4
MecsIa )Ku3Hu, muonatust Ipoa-Pora npossisiercs B 20 net, moaarpa - mocie 40 er.

IX nmpu3Hak - MHOTHE HAcJIeICTBEHHbIE 3a00/1€BaHNsI BECbMa YCTOMYMBBI K TEpaiu, XOTs B
HEKOTOPBIX Cllydyasix JiedeHue 3(p(HEeKTUBHO.

X NMpHU3HAK - MHOTHE HACJIeJICTBEHHbIE 3a00JIEBAHNS UMEIOT MEUIEHHOE IIPOTPECCUPYIOILEe
XPOHUYECKOE TEUEHHE, HECMOTPS Ha IPOBOAUMOE JICUEHHUE.

XI mpu3Hak - 3THHUYECKAs NPEIPACIIONOKEHHOCTh, T.€. HAKOIUIEHUE HAaCleACTBEHHbBIX
3a00JIeBaHMI y OMNpeAeNeHHbIX HaluOHanbHOCTEH. [IprunMHa Takoro HAKOIUIEHUS - HapylleHHE
MaHMUKCHUU (CIydaillHOro BCTyIJIeHHS B Opak 0e3 ydera reHortuna). llpumepamu HapylieHus
MaHMHUKCUU CIYXaT HW30JAThL. M3014T - momynsmus, 4YuciaeHHOCThI0O MeHee 1500 uernoBek, B
KOTOPOM TPEACTaBUTENHN APYrOW TPynmbl (HAIMOHAIBHOW, PETUTHO3HOW W Jp.) COCTABISIOT HE
6osee 1%, a wacTtora BHYTpUrpymnmoBbix OpakoB He MeHee 90%. Ecimm m30nsT cymectByer He
MeHee 100 set (4 MoKoJeHus ), TO CTENEHb POJICTBA MEXK]Yy €ro WieHaMU Ha YPOBHE TPOIOPOIHBIX
cuOcoB. [lpumepsl 3aboneBaHuii: TajmacceMus - MaKCHUMalbHas dYacToTa BbisiBiIeHa B HOro-
Bocrounoit Asuu u B Jlarecrane; 6one3np Tes-Cakca (amaBpoTHYECKass MAUOTHUS) - JUIMUAO03 C
ayTOCOMHO-PELIECCUBHBIM TUIIOM HACJIE0BaHUs IIUPOKO PACHPOCTPAaHEH CPEU €BpeeB AIIKEHa3H.

XII npu3sHak - Ipy MHOTHX HACJIEACTBEHHBIX 0OJIE3HAX CMEPTh HACTYIAET OT 3a00JIeBaHNUH,
OCJIO>KHSAOIIMX TE€YEHHE OCHOBHOIO MATOJIOTHYECKOTO MpolLiecca.

OO0mue KIMHUYECKHEe MTPU3HAKU HACIICICTBEHHBIX O0JIE3HEH:

- OTCTaBaHUE B YMCTBEHHOM U (pU3HUECKOM Pa3BUTHH,

- HETIEPEHOCUMOCTb MUIIEBBIX U JIEKAPCTBEHHBIX BEIIECTB,

- B aKyIIEpPCKOM aHaMHE3€ 4acThI€ BHIKHU/IBIIIN U MEPTBOPOKACHHUS,

- IepBUYHOE Oectutoine (SKEHCKOE B MYXCKOe),

- IEpBUYHAsI aMEHOPEsI U HEJI0Pa3BUTUE BTOPUUHBIX TIOJIOBBIX PU3HAKOB,

- HEOOBIYHBIHN 3allax MOYM U 10Ta,

- KPOBHOPOJCTBEHHBIH Opax.

IlenHple OUArHOCTHYECKHE NPHU3HAKM Bpad IMOJydyaeT MpPU OCMOTpE OOJIBHOTO C
IIPOBEJICHUEM aHTPONOMETpUM ([UIMHA M Macca Tela, TEeJIOCHOXKEHUe, MPONOPLUM, IIHHA
KOHEYHOCTEH W TYIOBHIIA, OKPY)KHOCTH M Jp.) AJS BBISABICHUS MHKPOAHOMAJMN pa3BUTHUS
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(OTKJIOHEHHSI B Pa3BUTHH, KOTOPBIE BBIXOIAT 32 MPEAeIbl HOPMAIBHBIX BapHaIWid, HO HE HAPYIIAIOT
¢byHknuu oprana). OHM  SBISIOTCS IOKa3zaTeslssMM  SMOpHUOHAIBHOrO JucMopdoreHesa u
BCTpEUaroTCs y Jtojie U 0e3 HaclleJICTBEHHOM MaToJIoruu, HO Oojiee 5-6 MpU3HAKOB yKa3bIBaeT Ha
HEOOX0JMMOCTh 00CIEJOBAaHNS Ha BPOXKJCHHYIO HJIM HACIIEACTBEHHYIO ITaTOJIOTHIO.

[Ipu ocMoTpe 0OJIBHOrO Bpad BBIABISAET IPU3HAKH, obOJerdaroumue AuQQepeHnnanbHyo
IMarHocTuky. Hampumep, 3amaBmias mepeHocHIla - MPU3HAK MYKOIOJHMCaxapuuo3a u
aXOHJIPOTUTA3MH; MCKPUBJICHHE HIDKHUX KOHEYHOCTEH - CIIEZICTBHE HE TOJBKO paxuTa, HO U 25
Pa3IMYHbIX HAClEACTBEHHbIX OOJie3HEeH. YMCTBEHHas OTCTalOCTh - uMmeercs npu 6osee yem 100
HACJIC/ICTBEHHBIX CUHApoMax. HacnemctBeHHble (QOpMBI 3a00JIEBaHMI YacTO BCTPEUAIOTCS B
MPAaKTUKE OKYIUCTOB. Tak, aTpodus 3pUTENBHBIX HEPBOB HAOIIOAaeTCs U 15 HacIeNCTBEHHBIX

00JIe3HX, KaTapaKTa U IOMyTHEHUE XpycTanKa - 0osee yem mpu 30.

2.3 TECTOBBIE 3AJIAHUA T10 TEME « CEMUOTHUKA HACHE}ICTBEHHOPI
ITATOJIOT U »

Br16epute oiuH U3 IpeyIoKEHHBIX OTBETOB

1. TIPU3HAK HACJIEJICTBEHHO! ITATOJIOT M
1) BOBJIEUEHHOCTD B MATOJIOTUYECKUIN IIPOLIECC HECKOJIBKUX OPraHOB U CUCTEM
2) maHuecTalus, CTporo onpeeieHHas BO BpeMEHU
3) BOBJIEUEHHOCTD B NaTOJOTUYECKUI MPOIIECC BCEX YIEHOB CEMbU
4) BonHOOOpa3HOE TEUECHHE
5) XpoHU3a1us Npoliecca U peluIuBUPOBAHNE

2. TIEPBBIM DTAII IIOCTAHOBKH JIMATHO3A HACJIEJICTBEHHOM BOJIE3HU
1) reHeanoruyeCcKuii METOI
2) o0rmiee KIMHUYECKOE 00CIe10BaHIE
3) OMOXUMHYECKUN METO
4) IUTOTr€HETUIECKUNA METOJT
5) BbISIBJICHHE FE€TEPO3UTOTOHOCUTEIIEH

3. BTOPOI DTAII [IOCTAHOBKU JUATHO3A HACJIEJCTBEHHBIX BOJIE3SHE
1) obuiee KIMHUYECKOE 0OCIeI0BaHHE
2) cnernuanbHbIe METO bl METUIIMHCKON T€HETUKH
3) yIbTpa3ByKOBOE MCCIEAOBAHNE BHYTPEHHUX OPTraHOB
4) snexktpokapauorpadus
5) pentrerorpaduyeckoe oocie0BaHNE

4. CAHJIPOMOJIOTMYECKHUI1 AHAJIN3
1) ananmu3 reHoTumna OOJFHOTO C IETHI0 YCTAHOBJICHUS IMAarHO3a
2) 0000mIeHHbI aHaMM3 BCeX (DEHOTUITUUECKHX TMPOSBICHUNH C IEJIbI0 BBISBICHUS
YCTOMYMBOTO COYETAHMS MTPU3HAKOB ISl YCTAHOBJICHUS UAarHO3a
3) aHanu3 pe3ynbTaTOB MAPAKIMHUYECKUX METOI0B HCCIICTOBAHUS
4) nuarHocTuka 3a00J€BaHNs HA OCHOBE aHAMHECTUYECKUX TaHHBIX
5) nuarHocTHka 3a00s1eBaHMs Ha OCHOBE MapaKIMHUYECKUX JaHHBIX
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5. YTBEPXIAEHUE, XAPAKTEPHOE U1 HACJIEACTBEHHOI'O CUH/IPOMA
1) U1 TMarHOCTUKYU CHHIPOMAa HEOOXOMMO HaJIH4Yue BCEX IVIaBHBIX IPU3HAKOB
2) cturMbl AU33MOpHOreHe3a yKa3blBalOT Ha HaJUYME aHOMAJIMW Pa3BUTHUS BHYTPEHHUX
OpraHoB
3) moutu Bcerja CUHAPOMBI AMATHOCTUPYIOTCS Cpa3y MOCIE POKACHUS
4) 0OBIYHO CHHJAPOMBI SIBJISIIOTCS] PE3YJIBTATOM MOHOT€HHON MyTallu
5) Bce CUHAPOMBI UMEIOT XapaKTEPHbIE CTUTMBI JU33MOpUOTeHe3a

3. METObI U3YUEHUSA HACJIIEACTBEHHOCTU YEJIOBEKA
3.1 KJIMHUKO-TEHEAJIOTUYEKWI METO/]

Ieneasiorusi - yueHre O pOJIOCIOBHBIX, Tpaduueckoe M300paKeHHe POJICTBEHHBIX CBS3EH
MEX]ly WICHAMH OJTHOW CEMBH B HECKOJIBKUX MOKOJICHUSX.

KnuH#uKO-TeHealoTnYecknid  METOJ] IIMPOKO HCTOJB3YeTCs B  MPAKTUKE  MEIHKO-
TCeHETUYECKOTO KOHCYIBTUPOBaHUS. MeToa pemraerT clenyliomue 3aJadd: YCTaHOBJICHHE
HACJIC/ICTBEHHOTO XapaKTepa W THIAa HacJeJOBaHUs 3a00JIeBaHMs, NMEHETPAHTHOCTh T'€Ha, aHAIN3
CHEIJICHHS W JIOKAJHM3allMd TEHOB HA XPOMOCOMaX, H3y4YeHHE WHTCHCHBHOCTH W3MEHECHUS
HACJIC/ICTBEHHOTO MaTepuaia (4acTOThl MYTAllMii) y 4YeloBeKa, pacumpoBKa MEXaHHW3MOB
B3aMMOJICHCTBUSL TEHOB, pacueT pHCKa pOXACHUS OOJNbHOrO peOeHKa, OIEeHKa IPOTrHO3a
3a00JIeBaHUSI.

I 3Tam - cocraB/ieHre POAOCIOBHOIA.

Jlisg mosydeHusl cBeleHUl o 3aboseBaHUSX NpoOaHna (KMCCIEeIyeMbIH IMalKUEHT) U €ro
POJICTBEHHUKOB TPHUMEHSIOT OIPOC, AHKETHPOBAaHUE, KIMHUYECKOEe OO0CIeIoBaHNe, aHHbIC
UCTOpHH 00JIE3HH W aMOyIaTOPHBIX KapT.

COop wmHpoOpManuM BKIIOYAET CBEAEHUA O 3-4-X TOKOJEHUAX OnaHOW cembH. CHaudana
cobupaercs wuHpopmalus o0 3a00JeBaHMM y TNpoOaHa, MPOBOAUTCS €ro KIMHHUYECKOE U
nmabopaTtopHoe 00ciIeI0BaHne. 3aTeM UCCICAYIOTCS IPYrue POJACTBEHHUKH O0JIBHOTO, €T0 POIUTEIH
U CUOCHI - NETH OIHOW POAMTENHCKOW Mapbl. YTOUYHsETCs WHGOpMAIHs O HEOIarompusSTHBIX
ucxomax OepeMeHHOCTEH y JKEHIIWH, MOBTOPHBIX CIIydasX AaHaJOTHYHOTO 3a00JIEBaHUS CpPEIH
POJICTBEHHUKOB.

Cobpannyio nHpopMaluoo u3obpaxaroT rpapudecku. Pumckumu nudpamu cBepxy BHU3
0003Ha4yarOT MokojJeHus. [lOTOMCTBO OJHOTO TOKOJEHUS HYMEpYIOT apaObCKuMHu IudppaMu
MOCIIEIOBATENIbHO ClieBa HampaBo. TakuMm oOpa3oM, 000 TMpeICTaBUTENh CEMBH IOJTydaeT
nepcoHanbHbli HOMmep, Hampumep: [I-3, III-5. bpates u cectpsl (cubcbl) B pOJOCIOBHOM
pacrioararorcs B OpsIKe UX poxkaeHus. Bee mccienoBaHHbIe HHAWBHIIBI PACHIONATAIOTCS CTPOTO
0 TOKOJEHHWSM TOpU3OHTaIbHO. Jliomed, oONagarOmMX aHATU3UPYEMBIM  MPU3HAKOM

(3aboseBaHNEM), BBIICISIOT LITPUXOBKOW. B pomociioBHON yKa3pIBalOT MecTa MPOKUBAHUS
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0alymiek ¥ JaeAyliek, a Takke uxX Jo0padHbie pamMuauu, Ajs ONpeaesieHnus POJACTBEHHBIX OpaKoB,
roJl poK/ieHus mpobania u ero OIMKalIINX POJCTBEHHUKOB.

PonocnoBuast cobupaercs 1o OJHOMY WM HECKOJBKUM Mpu3HakaM. M3o0paxeHue
POJIOCIIOBHOM COIPOBOXKIAETCS JIETeHA0N (KpaTKas 3alliCh ¢ TOYHOM XapaKTEpUCTUKOMN), KOTOpas
BKJIIOYAET:

1. OmmcaHue COCTOSHHMS 3J0POBbS YiICHA POJOCIOBHOM.
Bo3spact Hauana u xapakrep Te4eHHs 3a00JI€BaHUS y OOJIbHBIX.

[IpuunHy cMepTH 1 BO3pacT Ha MOMEHT CMEPTH YJIeHa POJIOCIOBHOM.

Sl

Onucanve METOJIOB JIUArHOCTHKM U HJAEHTU(UKAUUU 3a00JIeBaHU, IepedyeHb
MCTOYHUKOB MEAMIIMHCKUX U APYTUX CBEICHUI.

II 3Tam - reHeTUYeCKUIl AHAJN3 POAOCTOBHOI.

[Tocne odopmieHus u300paxKeHUs] POJOCIOBHOW MPHUCTYNAIOT K €€ aHaIU3y, ILEJbIo
KOTOPOTO SIBJISIETCS] yCTAaHOBJIEHUE HACJIEICTBEHHOTO XapaKTepa Mpru3HaKa.

AYTOCOMHO-TOMMHAHTHBII THI HACJI€I0BAHUS.

bonesnp Pexnunrxaysena, cunapomsl Mapdana, Onepca-/lanno, axonaporasus, Xopes
['eHTUHITOHA, HECOBEPILIEHHBIN OCTEOreHe3, OpaXuJaKTHIINSL, TOJTUIAKTHINS U Jp.

1. st GospiiHCTBA 00JIE3HEH C ayTOCOMHO-JIOMHHAHTHBIM THUIIOM HACJIEI0BaHUS
XapaKTepHbl MATOJOTHYECKHE COCTOSHUS, HE HAHOCSIINE CEpbe3HOro yuiepOa ajs 370pOBbS U B

OOJIBIIMHCTBE CIIy4aeB HE BIIMSIOIINE HA PENPOIYKIUIO.

2. [Tarosiornyecknii MmpHU3HAK MPOSIBIAECTCS B TOMO3UTOTHOM M TIE€TEPO3UTOTHOM
COCTOSIHUU.
3. [Tarosiornyecknii mpU3HAK BCTPEYAETCS B KaXJIOM ITOKOJEHHH POJOCIOBHOM -

BEPTUKAIbHBIA TUI HACIEIOBAHUS.

4. CootHolieHre 00JIbHBIX U 310pOBbIX IpuOIMkaercs K 1:1.

5. CooTHOIIEHHE TOPAXEHHbIX MYXXYMH U JKEHIIMH OJIMHAKOBOE (MYTaHTHBIA TI€H
HaxOJIUTCSA B ayTOCOME).

6. [TopaxkeHHblE MYXYMHBI M JKEHIIMHbl OJMHAKOBO MEpPEAAlOT MaTOJOTUYECKUN
MIPU3HAK CBOUM JIETSAM - MAJIbYMKaM U JIEBOUKaAM.

7. VY 310pOBBIX JI€TEH O0JBHBIX POIUTENCH BCE TOTOMCTBO 3/I0POBOE.

8. B Opake nByx OOJIbHBIX pOAMTENEH POXKIAIOTCS JETHU, Y KOTOPHIX MYTAHTHBIN I'eH
HAXOJUTCSI B TOMO3UTOTHOM COCTOSIHUH, B TAKOM cllyyae 00JIe3Hb MPOTEKAET TSKeliee U BO3MOXKHA
IIpeHaTajgbHasi CMEPTh.

0. B Opake 3mopoBoro m HocHTelns maTtojiormueckoro mpuszHaka 50 % mortomMcTBa

HaCJEAYIOT MaToJOTUUeCKui npu3Hak, 50% - MOTOMCTBO 37J0pOBOE.
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10.  UYem Tskenee 00JIe3Hb OTPAXKACTCS HA PENPOMYKIIMH, TEM OOJIbIIE MPOMOPIUS
CHOPAJMYECKUX CcllyyaeB (HOBbIE MYyTallUN).

11.  Ilonumop¢usm KIMHUYECKOHN KapTUHBI B CEMbE (IKCIPECCHUS TE€HOB).

12.  Bpicokas BapruaOelbHOCTh CPOKOB Hayasa 00JI€3HU B OJTHOW CEMbE.

AYyTOCOMHO-pelecCUBHBII THII HACJIEJ0BAHUS.

Hapymenuss oOMeHa  aMMHOKHUCIOT,  YIJIEBOJAOB U JKHPOB,  MYKOBHCLHJO3,
MYKOTIOJIMCaXapu103bl, TeMaTOJICHTUKYNIsApHas JereHepanus (Oone3nb Bunbcona-Konoanosa),
a/Ip€HOTr€HUTAIbHBINA CUHIIPOM U JIp.

I. bonpmnHcTBO  OOJIE3HEM € AyTOCOMHO-PELECCHBHBIM THIIOM  HAaCJEIOBaHUS
OTJIMYAIOTCS TSDKEION ATOJIOTUeH, 1101 KOHTPOJIEM €CTECTBEHHOIO 0TOODA.

2. [Taronormyecknii MNpU3HAK NPOSABISIETCS TOJIBKO B TOMO3HTOTHOM COCTOSIHUU.
I'erepo3uroronocutenu (EHOTUNNYECKH HE OTIIMYAIOTCS OT 310POBBIX JIMII.

3. [laTosiornyeckuii MpU3HAK dYalle NPOSBISETCS dYepe3 IMOKOJIEHHuEe, C OOJbIIon
4acTOTOM y cuOCoB MpoOaHa - FTOPU30HTAJILHBIN TUI HACJIEOBAHMUSL.

4. Pomutenn  GonmpHOTO  pebeHka  (EHOTHUNUYECKH  370POBBI, HO  SIBIISTFOTCS

reTCpO3UMIrOTHBIMHA HOCUTCIIAMU MYTAHTHOT'O I'CHA.

5. C pocTom uncna CHOCOB pacTET YacTOTa MAaTOJOTHUECKOTO TTPU3HAKA.
6. C pocTom unciia KpOBHOPOJICTBEHHBIX OpPAaKOB PacTET 4acTOTa MPU3HAKA.
7. B Opake 2-X reTepo3UroTHBIX HOCHUTEIEM MYTAHTHOTO TI€HAa PUCK MOSABICHUS

60sbHOTO - 25%, 3M0pOBOTO - 25%, HOCUTENEel MyTaHTHOTO TeHa - 50%.

8. B Opake 2-X 607bHBIX (TOMO3UTOTHBIX) CYIIPYTOB BCE JIETH OOJIbHBIE.

9. B Opake 00ibHOrO CO 340POBBIM (3I0POBBIM HE T'eTEpO3UTrOTeH) (HEHOTUITHYECKU
3/10pOBbIE JIeTH (F€TePO3UrOTHBIE HOCUTEIN MYTaHTHOIO I'eHa).

10. B Opake OonpHOTO ¢ HOCUTEIEM MyTaHTHOTO TeHa - 50% OOJBHBIX NeTed, YTO
MMUTUPYET JOMUHAHTHBIA TUI HaciieoBaHus (riceBaonomMuHupoBanue), 50% - peHotunuuecku
3JI0pPOBBIX AeTel (TeTepO3UroTHbIE HOCUTEIN MYTAaHTHOTO T€HA).

11. O6a moJia mopa>kar0TCsi OJTMHAKOBO.

X - cuenJieHHBIH JOMHUHAHTHBINA THII HACJIEJ0BaHUS.

Buramun Jl-pe3ucteHTHBIH paxuT, cuHapoMm bioxa-Cynpudeprepa, (oMKYISpHBIA U
IMUICMEHTHBIA  KepaTo3, cuHapoM Kospaau-XioHepMmaHa, YacTHU4Has JUOOAUCTpOdUS C
JUNOTPO(HBIM AUAOETOM U Jp.

1. XKenmuna, yHacienoBaB OT OJHOTO W3 POJUTENEH MAaTOJOTMYECKUN T'eH, SBISETCS
reTepo3UroTHEIM HocuteseM (y Hee 2 X-XpOMOCOMBI), a MY)KUMHA - TOMO3UTOTHBIM HOcUTeneM (y

Hero 1 X-xpomocoma).
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2. [TopaxkaroTcss ¥ MyXYMHBI U SKEHLIMHBI, OOJIbHBIX JKEHIIMH B 2 pa3za OoJblle, YeM

MYKYHH.
3. BosnbHbIe )XKeHIMHBI TIepeaatoT MyTaHTHBIN TeH 50% cbiHoBel u 50% modeper.
4. bosbHOM MyXuMHa nieperaeT MYTAHTHBIM TI'€H BCEM JO04YepsM U HE IMepenaer

CBIHOBBSM, T.K. IOCJIEIHUE TIOJIYYatoT OT OTLA Y -XPOMOCOMY.

5. XKeHmuubl (reTepo3uroTHbie HOCUTENN) OOJICIOT MEHEE TSKENO, YeM MYKUHMHbI
(rOMO3UTOTHBIE HOCUTEIH).

6. VY JKEeHIUH BBICOKUN NOJUMOP(PU3M KIMHUYECKOIN KapTHUHBI.

7. Mainbuuky (TOMO3UTOTHBIE HOCUTENM) OO0JICIOT TsDKENo (CHHAPOM HeAepKaHHs
nurmMeHra, cuHapom ['onbria-I'opianHa) ¢ JeTalbHBIM HCX0/I0M, BOBMOXKHA IIPEHATaIbHasi CMEPTh.
BorneroT To1pK0 AEBOYKH (T€TEPO3UTOTHBIE HOCUTEIH).

X - cuHenJieHHbIH pelecCHBHBIN THII HACTEA0BAHMS.

I'emopumuss A u B, O6onesnp Jlema-Huxana, ganbTOHM3M, OJMTONAHTHS, THIOIAHTHS,
rnojarpa, CHHIAPOM TECTUKYISIpHOU (pemuHu3ammu, 0o1e3up adbpu u ap.

1. Kenmuna sBASETCS T€TEPO3UTOTHBIM HOCUTENEM, T.€. (DEHOTUIIMYECKH 37I0pOBa.
BoseroT TobKO MYKUUHBI.

2. JloJist yHACJIeTOBaHHBIX CiydaeB Ooiee 2/3.

3. BonbHble MyXYMHBI NMepefaroT MaTOJOIMYECKU T€H BCEM CBOMM JIOYEpsIM U HE
MepEelaloT ChIHOBBSIM.

4. Bce ¢deHoTunumueckun 370poBble  J0YepU  OOJBHBIX  MYXKYHMH  SIBJISIFOTCS
HOCHUTEJIbHUIIAMU MYTaHTHOIO I'€Ha.

5. B Opake >KeHIIMHBI-HOCUTEIBHUIIBI MYTAHTHOTO T'€Ha CO 3/I0POBbIM MYX4YHHOU 50%
MaJb4UKOB - OoJibHBIE, 50% ManpuukoB - 310poBbie, 50% J1€BOYEK - HOCUTEIbHUIBI MYTAHTHOTO
reHa, 50% neBoYex - 310pOBHIEC.

6. B Opake KEHIIMHBI-HOCUTEJIbHUIBI MYTAaHTHOTO I'eHa ¢ 00JbHBIM MyXunHOH 50%
MaJb4UKOB - OoJibHBIE, 50% ManbyukoB - 310poBble, 50% J1€BOYEK - HOCUTENIbHUIIBI MYTAaHTHOI'O
rena, 50% neBouex - OOJILHBIE.

7. B Opake 3710poBO# JKEHIMHBI (HE HOCUTEIBHHUIIBI MYTAHTHOTO T€HA) C OOJBHBIM
MyxxkuuHO# 100% ManbuukoB - 310poBbl, 100% 1eBOYEK - HOCUTEIbHUIIBI.

8. 3/10pOBbI€ MY)KUMHBI HE [TEPEIAl0T MAaTOJOTHYECKUI IPU3HAK TOTOMCTBY.

0. bonesnn ¢ mapymenHo# penpoaykuueit (muoauctpodus romenna-bekkepa) B 2/3
CllydasiX HacJeaylTCsl OT MaTepei-HOCUTENbHUIl U B 1/3 - 3TO HOBBIE CIIOPATUYECKHE MYTaIUH.
BoieroT To1pK0 MaIb4YMKY.

Y-cuenJieHHbI THII HACJIEI0BAHMS.

Myxckoe Oecruionue.
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1. B Y-xpomocoMe HaxomsTcsi TE€Hbl - OTBeUawlue 3a crnepMaroreHes (dakrtop
a300CHEepMHUM), KOHTPOJMPYIOIIAE WMHTEHCHBHOCTH pOCTa Tella, KOHEYHOCTEH W 3y0OoB,

OIpENIENSIONUI OBOJIOCEHUE YITHOW PAKOBHHBI.

2. [Ipu3sHak nepenaercs BceM MajlbyuKaMm.
3. [Ipu3Hak MposIBIASETCS TOJIBKO Y JIMI] MY»KCKOTO MOJIA.
4. [Tatonornyeckue wmyranuu, 3aTparuBaroniue (QopMUpPOBaHHWE CEMEHHHKOB WU

CIIEpMAaTOr€HE3, HACJIEI0BAThCSl HE MOTYT, TAKME UHAUBUABI CTEPUIIbHBI.
MuToxoHApHAJIbHbII THII HACIEI0BAHUS.

Atpocdus 3purensHoro Hepsa Jlebepa, MUTOXOHApUAIbHAS MHomaTus, cuHapoMm Kephca-
Ceiipa, 1oOpoKaueCTBEHHBIE OMYXOJIH (OHKOLIUTOMBI), IPOrPECCUPYIOLINE 0(PTaTbMOIIETUH.

1. MuTOXOHApPUY MEPEAIOTCs ¢ LUTOIUIa3MOM sIilIekIeTOK (B KakIoi siiniexnerke - 25 000
MUTOXOHAPHUH, coiepKalllell KOJIbLIEBYIO XPOMOCOMY).

2. bones3Hp nepenaercs TOJIbBKO OT MaTEPH.

3. BoJsieroT ¥ AeBOYKHU, M MAJIbUUKH.

4. BonbHBIE OTLIBI HE NEpeIaloT OOJIE3HU HU 10YePSM, HU CHIHOBBSIM.

3.2 HUTOIEHETUYECKHWI METO/I.

[{uTorenernueckre METOAbl UCCIEIOBAHUS MPUMEHSIOT JUISl AUATHOCTHKU XPOMOCOMHBIX
cUHApOMOB. OHU BKJIIOYAIOT:

- OIIpeJIeIeHHE [T0JIOBOTO XpOMaTHHa,

- KapUOTHUIIMPOBaHHE (KAapUOTHUI - COBOKYIMHOCTb XPOMOCOM KII€TKH) - OIpPEIENICHUE
KOJIMYECTBA U CTPYKTYPbl XPOMOCOM C LI€JIbI0 AUATHOCTUKH M'€HOMHBIX MYTalluil U XPOMOCOMHBIX
abepparnui.

Iloxa3anus A1 HUTOreHETHYECKOro 00c/ie0BaHUA 00JIbHOIO:

- MHOKECTBEHHbIE TIOPOKH pa3BUTHsI (TpeX U 0o0Jiee CUCTEM);

- YMCTBEHHas OTCTaJOCTh B COYETAaHUM C HApPYIIEHUSMU (U3HUECKOTO U IOJIOBOIO
pa3BUTHUS;

- CcTolikoe Oecruiofue y MYKYMH M JKEHIIMH HPU HCKIIOYEHUH THHEKOJOTMYeCKON Hu
YPOJIOTHYECKOM MAaTOJIOTHH;

- IPUBBIYHOE HEBBIHAIIMBaHHE OEPEMEHHOCTH;

- HapylLIeHHE MOJI0BOT0 Pa3BUTHUS (TUIIOTOHAIN3M, MIOJIOBbIE HHBEPCHH);

- HeOoJpIast Macca peOeHKa, POKACHHOTO IIPU JOHOILIEHHON O€pEMEHHOCTH.

Omnpenesnenue X- u Y-XxpomaTuHa.
Omnpenenenne X- u Y- XpoMmaThHa - METOJ| AIKCIpPECC-AMATHOCTHKH, OMPEeISIOmni

HCTUHHYIO ITOJIOBYIO ITPUHAAJICIKHOCTD.
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HccnenyroT KIETKU CIU3UCTON 000JI0YKM POTOBOM IMOJIOCTH, BATMHAIBHOIO SMUTENINS WU
BOJIOCSHOM JIyKOBHIBI. B siipaXx KJIE€TOK XEHIIMH B JAUIUIOMIHOM HAOOpe NpPUCYTCTBYIOT JBE
XpOMOCOMBbI X, OJHa M3 KOTOPBIX IOJHOCTHbIO HMHAKTUBUPOBAaHA (CIHpaM30BaHa, IJIOTHO
yIaKkoBaHAa) YK€ Ha paHHUX OJTanax SMOPHOHAIBHOIO pa3BUTHS M BHJIHA B BUIE TJIBIOKU
reTepoXpoMaTHHA MPUKPEITIEHHOTO K 000104Ke siapa. HakTMBUpOBaHHAst XpoMocoMa X Ha3bIBaeTCs
IOJIOBBIM XPOMAaTHHOM WJIM TenblieM bappa, /Ui ero BbISBIEHUS B AApaxX KJIETOK Ma3KU OKPAlIUBAIOT
alleTapcerHoOM M TIpernapaTbl MPOCMATPUBAIOT C IMOMOIIBI0 OOBIYHOIO CBETOBOIO MHKpoOckomna. B
HOpME Y JKEHIIIMH OOHApYKUBAIOT OJIHY INIbIOKY X-XpOMaTnHa, a y MY)KUlH €€ HeT.

st BBIABJICHHSI MYKCKOTO Y-moJjioBoro xpomartuHa (F-Tenble) Ma3kd OKpalmmBaroT
aKpUXUHOM U MPOCMATPUBAIOT C MOMOILbIO JIOMUHUCIIEHTHOTO MUKpockomna. OH 0OHapyXUBaeTcs
B s1/Ipax KJIETOK MYXXCKOTO OpraHu3Ma.

Omnpenenenre Moja0BOro0 XpoMaTHHA HCIOJIb3YETCS B KCIPECC-TUAarHOCTUKE XPOMOCOMHBIX
CUHIPOMOB (Tabnunia 3), IPU HESICHOM I0JIE HOBOPOKJACHHOTO Tociie 1 Mec. )KU3HH, NEePBUYHOU
aMEHOpeH, HapylIeHUH MEHCTPYAIbHOIO LMKJIA, OecIuionuu Yy MYKYMH U IKEHIIHH,
HenudpepeHInpoBaHHOM OTHTO(DPEHNH, TTPU HAPYIICHUH HAOOpa MOJIOBBIX XPOMOCOM, B CyI€0HOM
MEJUIMHE JUIs onpeaeneHus noja uausuaa. Onpenenenne X- U Y-XxpoMaTHHA - CKPUHUHIOBBIH

METOA, OKOHYATCIIbHBIM JHUarHo3 XpOMOCOMHOfI 00JIC3HM CTaBAT TOJBKO IIOCIE HUCCICO0OBAHUA

KapHOTHIIA.
Tabnuua 3.
ConeprxaHue MOJIOBOTO XPOMAaTHHA TIPU PA3ITUIHBIX COCTOSHHSIX.
Kaprorun KomnuecTtso nosioBoro | Korna onpenensercs
XpOMaTuHa
46, XX 1 HopmanbHblil KapHOTHIT )KEHITUHBI
46, XY 0 HopmanbHblil KapHOTHII MY>KYHHBI
45, X0 0 Cunpgpom Hlepemesckoro-Tepuepa
47, XXY 1 Cunnpoma Knaitngenbrepa
47, XXX 2 CunapoM Tpurmio-X
48, XXXY 2 Cunnpoma Knaitngenbrepa
48, XXXX 3 Cungpom nonu-X
49, XXXXY 3 Cunpgpom Knaitngpenbrepa

Kapuorunuposanmue.
JInst uM3ydeHus: XpOMOCOM HCIOJB3YIOT KIETKM KpPOBH, KOCTHOTO MO3ra M KYJIBTYpPBI
¢ubpobnactoB. B wmeradaze Mmwuro3a KiIeTKH 00pabATHIBAIOT KOJXULUHOM, QHUKCUPYIOT U

OKpamuBarT. J[1s OKpacku XpoMOCOM HCIOJB3YIOT Kpacutenab PomanoBckoro-I'mmsel, 2%
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arieTkKapMuH WM 2% arerapcedH (PYTHHHBIM METOM) JUIS BBISBJICHHS YHCICHHBIX aHOMAJIAN
XpOMOCOM YEJIOBEKA.

Jnst  monydeHHWsl  JeTalbHOHW  KApTHHBI  CTPYKTYPBI  XpPOMOCOM,  WACHTH(HKAINH
(ompeneneHusi)  OTHENbHBIX ~ XpOMOCOM  WJIM  HX  CEIMEHTOB  HCIOJIB3YIOT  CHOCOOBI
muddepennnanbaoro okpamuBanus (Mero I'umza, G- u Q-6eHaunra).

Meradaznpie mmactuake dotorpadupyrot. M3 dotorpaduii BeIpe3aroT XpoMOCOMBI, HAKIIEUBAIOT X
IO MOPSZIKY Ha JIUCT OyMaru - COCTaBJIAI0T KapuorpaMmy.

JInst ormcaHusl KapuOTHIIa YelloBeKa paspaboTaHa CrienuaibHas HOMEHKIaTypa. HopMambHbIit
KapuOTHIT MYKUMHBI U >KEHIMHBI 000o3Ha4aroT kak 46,XY u 46,XX coorsercrBeHHo. [Ipu cunapome
JlayHa, XapakTepu3YHOLEMCsS HAJM4MeM JOMOJHUTEIbHONM XpoMocombl 21 (Tpucomust 21), KapuoTHIT
YKEHILMH OMUChIBAOT Kak 47, XX 21+, a Myxuunsl - 47, XV, 21+. [Ipu Hamuuu CTpyKTypHOI aHOMaIiu
XPOMOCOMBI YKa3bIBAIOT M3MEHEHHOE JUIMHHOE WM KOPOTKOE IUIeYO: OYKBOM p - KOpOTKOE IUIEHO, ( -
JUIMHHOE TUieYo, t - TpaHciokaius. Tak, Mpu JAeNeld KOPOTKOTo Iieda XpPOMOCOMBI 5 (CHHIPOM
«KOITIAUhET0 KPUKAX) )KEHCKUM KapuoTwrl - 46, XX, 5p-.

Kaxnoe muedo pazzaensercss Ha palioHbl, @ OHM B CBOKO OYEpEb - HA CETMEHTHI, U T€ U JIPyrue
00o3HavaroT apabckumu 1Hdpamu. LleHTpomMepa XpoMOCOMBI SBISIETCS UCXOTHBIM ITYHKTOM JUTSl OTCUETa
palilOHOB 1 CETMEHTOB.

Takum oOpasom, Wit Tororpadryi XpOMOCOM, HCIIOJB3YFOT YEThIPE METKH: HOMEP XPOMOCOMBI,
CHMBOJI TIJIeYa, HOMEp paiioHa ¥ HOMEp CerMEeHTa B Tpe/ieiax JaHHOTOo paiiona. Hanpumep, 3ammicey 6p21.3
O3HAUaeT, YTO pe4Yb HIAET O XPOMOCOME 6-if mapbl, €€ KOpPOTKOM Iuiede, paiione 21, cermenre 3.
Cy1iecTByIOT €llE JOMOIHUTEIbHBIE CUMBOJIBI, B YACTHOCTH pter - KOHEll KOPOTKOI'o Iieya qter - KOHell
JUTMHHOTO TUIEYA.

[luToreHeTHYEeCKHiA METOJ] WCCIICOBAHKUS TIO3BOJSIET OOHApYKWTh JIeJIeMA M JIpyrue

M3MEHEHHUsSI B XpOMOCOMax pa3MepoM MPUOIU3UTENBHO B 1 MIIH. OCHOBaHUN (HYKJICOTHUJIOB).

3.3 BUOXVUMHWYECKUI METO/]

buoxumuueckuii MeTo ompenenseT MeTadOJIUThl, crenuduyecKue Uid HacleACTBEHHbIX
Oosne3Hel HapylleHHss oOMeHa BemlecTB (PH3UMoImaTtuil). buoxumMuueckoMy aHamu3y HOAJIEXAT
MOYa, MOT, IUla3Ma M CBHIBOPOTKa KpOBH, (OPMEHHBIE 3JEMEHTbl KpOBH, (GuOpoOIacTsl U
JTUM(OLUTHI.

Ha mnepBom »3tame o0cienoBanusi (IKCIPECC-TUATHOCTHKA) MPUMEHSIOTCS METOIbI
MaccoBOr0 OMOXMMHMUYECKOTO CKpUHUHTra: MpoObl DennHra (Ha (GeHUIKeTOHYpUI0), AJbTray3eHa
(rmukoreno3bl), benenukra (ramakto3emus, (pykTo3eMus), mpoda Ha TUIEPAMHUHOAIMAYPUIO,
Mukpoouonoruueckuii tect latpu (PKY u gp. amunoanuponatuu). PaspaGotanbl mpocteie
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KayeCTBEHHbIE OMOXMMUYECKHE TECThI JJISl AKCIEPCC-AUarHOCTUKY THIIOTHPE03a, MyKOBUCIU03a,
JUIS BBISIBJICHUS HapylleHud oOMeHa OunmupyOuna, O6onesnu Tes-Cakca, remnaTosIeHTUKYISPHOM
JereHepanuy. DTy IpoObl MPOCTHl U UCOJIB3YIOT JIETKOIOCTYIHBIA MaTepual (KpoBb, MOYA).

Ha BTOpomM 3Tame mnpuMeHSIOT apyrue Oojiee CIO0XHBIE METOAbl aHaJIUTHYECKON
OuoxuMHM:  dJeKTpodope3, TOHKOCIOWHAss  Xpomarorpadusi, rasoBas U  KHUAKOCTHas
xpomatorpadusi, Macc-ClIeKTpOMETpH, MarHUTHasl PE30HAHCHAsl CHEKTPOCKONus, OoMOapaAupOBKa
ObICTpbIMU HeMpoHamu. Hampumep, ¢ moMoIpi0 TOHKOCIONHONW Xpomarorpaduu MOYdM U KPOBU
MO>KHO JMarHOCTUPOBATh HACJIECTBEHHbIE HAPYIICHUs] 0OMEHAa aMUHOKHUCIIOT, OJIMTOCAXapuI0B U
INIMKO3aMUMHOIVIMKAHOB (MyKomnosucaxapuoB). ['azoBas xpomarorpadusi mnpuUMEHseTCS JUis
BBISIBJICHUSI HACJEACTBEHHbIX Ooje3Hell oOmeHa opraHudeckux KucioT. C  MOMOIIbIO
a5eKTpodope3a reMorIo0MHOB JUarHOCTUPYETCS BCs IPyIa reMorjJoOuHONaTu.

IHoka3zaHust AJ1s1 OHOXMMHUYECKOI'0 UCCJICI0BAHMA:

1) yMCTBEHHAs OTCTAJIOCTh, ICUXUYECKUE HAPYILICHHUS,;

2) HapymeHnue (U3NYECKOTO Pa3BUTHSA - aHOMAIBHBIM POCT M CTPOCHHUE BOJIOC, HOTTEH,
HCKPHUBJICHHE KOCTEN TYJIOBUILA U KOHEYHOCTEH, YpE3MEPHOE OTIOKEHHUE KUPA, TUIIOTPODUS WU
KaxeKCusl, TyrolnoABMKHOCTh W Pa300JITaHHOCTh CYCTaBOB;

3) m10x0€ 3peHue Uiy MoJIHasl CJIENnoTa, TYTOyXOCTh UJIU TIIyX0Ta;

4) cynoporu, MplllieyHasi TUIIOTOHUS, TUIIEP- U TUIIONIMTMEHTALIMS], XKENTYXa;

5) HenepeHOCHMOCTh OTAEIbHBIX MUIIEBBIX IMPOJYKTOB U JIEKAPCTBEHHBIX IPENapaToB,
yacTas pBOTa, AUapesi, )KUJKUN CTyJ, FenaTo - U CIUNIEHOMETaaus; Celu(pUIecKUil 3anax MO4YH U
1oTa;

6) MouekaMeHHasi 00JIe3Hb, X0JIECTa3;

7) TeMOJUTHYECKHUE AaHEMUH U JIP. COCTOSHUSI.

buoxumuueckue MeETOAbl TNPUMEHSIOTCA TaKkKe JUIs JUAarHOCTHKU T'€T€PO3UTOTHBIX
COCTOSIHMI y B3pocCibIX. [IlaHChI HA BCTpedy ABYX HOCHUTENIEH OJMHAKOBOIO MATOJOTMYECKOro reHa
BBIIIIE, €CJIM B OpaKk BCTYNAIOT POJACTBEHHUKH, IOCKOJIbKY OHM MOTYT yHAcJeJ0BaTh OJUH U TOT XK€
peleCCUBHBIA I'€H OT CBOEro o0iiero npezaxa. IIpeamnosoxurs reTepo3uroTHoe HOCUTENBCTBO Y
KEHIIHMHBI MOKHO B Cllyyae, KOI/la Y JKEHIIMHbI POJUINCH OOJbHBIE CHIHOBbS; €€ OTell MOpaKeH
HACJIEICTBEHHOMN 00JIe3HbIO; JKEHIMHA HMeeT 0oJibHOro OpaTa WU OpaTheB; y IBYX Jouepei
OJIHOI MaTepu pOAUIUCH OOJIbHBIE CBIHOBbS (MJIM CBhIH); Y 3A0POBBIX POAUTENIEH pOAUIICS OOJIBHOM
CbIH, @ Y MaTepu B POJOCIOBHON €CTh OOJIbHbIE MY)KUHHBI.

BrisiBeHue rerepo3UroTHhIX HOCHUTENIEH TOrO WM WHOrO 3a00JIeBaHUS BO3MOXHO ITyTEM
HCI0JIb30BaHNs OMOXMMUYECKUX TECTOB (IIpHeM (peHUIATaHUHA JUISl BBISIBICHUS (EHUIKETOHYPHH,
IIpUEM caxapa - caxapHoro nuabera u T.J.), MUKPOCKOIIMYECKOTO HCCIIEIOBAaHUS KJIETOK KPOBH U
TKaHEW, OMNpeJesieHuss aKTUBHOCTH (epMeHTa, H3MEHEHHOI0 B pe3yinbTare MyTanuu. Tak,
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reTepO3UTOTHBIE HOCUTENN (PEHWIKETOHYPUM pPEarupyroT Ha H3MEHeHHe (eHMIaJaHuHa Oosee
CHWJIbHBIM TIOBBIIIEHUEM COJIEpP’KaHHS aMUHOKHUCIOTHI B IUIa3Me, YeM HOPMAaJbHbIE TOMO3UIOTHI
(60ome3nb 00yCIOBIEHA PEIIECCUBHBIM aJlJIETIEM ).

buoxumuueckuii MeTo IMPOKO MPUMEHSETCS B MEIUKO-T€HETUUECKOM KOHCYJIbTUPOBAaHUU
JUISL OTIPENICTICHUSI PUCKAa POXKJEHUS OO0JbHOrO pedeHKa. Ycmexu B 001acTH OMOXUMUYECKON
IF€HETUKH CIOCOOCTBYIOT 0o0jiee IIHPOKOMY BHEJIPEHUIO JIMAarHOCTUKU TETePO3UTOTHOTO
HOCHUTENIbCTBA B MpakTHKy. Elle HemaBHO MOXHO ObUIO JuarHoctupoBaTh He Oosiee 10-15
TeTEPO3UTOTHBIX COCTOSIHHM, B HacTosiee Bpems - 6omnee 200. OgHako cieayeT OTMETUTh, U4TO JI0
CUX IIOp UMEETCs] HEMAJIO HACJIEJICTBEHHBIX 3a00J€BaHUM, Al KOTOPHIX METObl [€TEPO3UTOTHOM
JTUArHOCTHUKY €Ile HEe pa3padOTaHblI.

3.4 MOJIEKVJIAAPHO-T'EHETUYECKUWE METO/bI

Cpenn ocHoBHBIX MeT010B JIHK-nnarHocTrky BBIACTAIOT:

- I030BBIN OJIOK-TUOPHUIU3AIMOHHBIN aHAIN3;

- aHanu3 noJumopdu3Ma JIUIMH pecTpUKIMOHHBIX pparmeHToB (IIJPD);

- nonuMepasHas uenHas peakuus (I1LP);

- aHanu3 noJimMopdu3Ma MUKPOCATEITUTHBIX [TOCIIEI0BATEIbHOCTEM.

Meroasr JIHK-nuarHOCTHKM MO3BOJISIOT OCYHIECTBIATH TOYHYHK) JHMAarHOCTUKY MHOTIHX
3a00JIeBaHM, TPOBOJUTH JOPOJAOBYIO IUAarHOCTUKY HAacleICTBEHHBIX O0se3Hel. OCHOBOM METO10B
SBJISIIOTCA HAydHble JaHHble O CcTpoeHnH U cBoiictBax Monekyn JHK wu PHK, remnax,
3aKOHOMEPHOCTSX HACIEAOBAHUS IPU3HAKOB.

Jlia u3ydeHus TeHOMa 4eJlOBEeKa M JMarHOCTUKU HACJIEICTBEHHBIX OOJIE3HEH, TaKMX Kak
(EeHUIKETOHYpUSl, TalaCCEMHUH U JAp., MPOBOIUTCS OIpe/eieHne crnenupuyeckux HYKIE€OTHIHbIX
nocinenosarensHocTeld JIHK n PHK - rennoe 3onaupoBanue wnu ruOpUIM3allMOHHBIA aHAIIN3.
Peructpanus mocnepoBarenbHOcTel HEOONbIION MuHBI (30 map) HYKICOTHUIOB MPOBOAUTCS C
MOMOIIBI0  MEYEHbIX paauoakTuBHBIX ydacTkoB JIHK, Ha3BanHbIX 30HIamMu. 30HJBI
ruOpuIM30BaTHCH ¢ n3ydaeMbiMu yaactkamu JIHK - 310 Gnot-rubpuauzamnus no CaysepHy.

[Ilnpoko HCHOJB3yeTCs NOJMMEpPA3Has LEeNHas peakuus, METOJ IpeiokeH B 1983 T.
amepukaHckuM yudeHbM Kappu Mymincom, 3a uro oH Obul ymoctoeH HobGeneBckoil mpemum.
[lonumepa3Hasi LemHas peakuuss - METOJ, MO3BOJIAIOIIMNA OOHAPYXKUBAaTh W MHOTIOKpPAaTHO
KOMmUpoBaTh (aMIuIupuIpoBaTh) OTHOCHTENBbHO KopoTkue ydactku JIHK. [ns mpoBemenms
peakuuu HeoOXOJAMMO TOYHOE 3HaHHE HYKJICOTHUIHOW MOCIEAOBATEIBLHOCTH ATOro (hparMeHra
JHK.

[Ipsmast TnarHocTHKa MyTalMid BKIIFOYAET P METOJIOB:

1) OIpelieNIeHNE HYKICOTHUIHOW NOCIIEIOBATEIbHOCTH U BBISBJICHHUE JCICLHNN, 3aMEHbI
OCHOBAHUH M BCTaBKU B U3y4aeMOM (parMeHTe;
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2) IIyTEM PECTPUKPATHOTO AaHaju3a BBISIBICHUE HApYLIEHUS MECTa PECTPUKLUU C
nomotibio Onot-rubpunmsammu o Caysepny. Okono 50% HYKJICOTHIHBIX 3aMEH BEAET K
M3MEHEHHIO MECTa PECTPUKLINU;

3) mpoBeneHue amienocnenuuIeckor TUOpUIn3auid C CHHTETUYCCKUMH 30HJAaMHU, YTO
M03BOJISIET OOHAPYXUTH MyTaluu B reHoMHoi JIHK;

4) xumudeckoe u (epmentarupHoe pacmerienne JJHK B mectax HenmpaBUiIbHOM CIIMBKH
OCHOBAaHUM BBIABIIAET OOJBLIYIO Ipynny MyTauui, Beaymux K HectabunbHocTu JIHK. B ocHoBe
MeTona JIeKHT snektpodope3 asyxuenodeunor JHK B HelTpansHOM Wi  paBHOMEPHO
JEHATYPUPYIOILEM TelI€;

5) peructpainusi U3MEHEHHUS 3JIEKTPO(OpPETHYECKON MNOJBUKHOCTH MYTAHTHBIX MOJIEKYI
JHK;

6) TpaHcnsauus OETKOBOTO  TPOAYKTa OCYIIECTBIISIETCSI HA OCHOBE  IMOJTYYCHHS
cnenupuueckoi MPHK ¢ poGaBiennem nuszara peTuxkyiaouutoB. CHHTE3UpyeMbld Oenok
aHAIM3UPYIOT C TOMOUIbI0 d3JeKkTpodopesa. M3meHeHHe MOABMKHOCTH Oelika yKa3bIBaeT Ha
HAJINYHE MYTaIlHH.

KocBeHHbIe METO/BI BBISIBICHHS MYTAallUi MIPAMEHSIOT B TE€X CIy4asX, KOT/1a HyKJICOTHIHAS
MIOCJIEJOBATEILHOCTD T€HA €llle He paclIn(poBaHa, HO U3BECTHO €ro MOJIOKEHUE HAa T€HETUYECKOU
kapte. TexHuka npoBeACHUs aHAM3a TaKas )K€, KaK U B IPSIMON MAarHOCTHKE, HO J00aBIIAIOTCS
MaTeMaTU4YECKHE PacCUEeThI.

MeTtoa reHeTHKH COMAaTHYECKUX KJIETOK.

B ocHoBe MeTona nexkaT KyJbTUBUPOBAHME COMATHUYECKUX KJIETOK Y€JIOBEKa U MOJydeHHE
U3 HUX KJIIOHOB, WX ruOpuau3anus U cenekuus. Tak Kak cOMaTUYeCcKue KIETKH HECYT B ceOe Bech
o0beM reHeTHYecKod HHGOPMaLKU, 3TO JAeT BO3MOXKHOCTh HM3y4yaThb HA HUX T'€HETUYECKHE
3aKOHOMEPHOCTH BcCero opraHusma. Yaiie BCEero HMCHOJIb3YIOT KJIETKH COEIMHUTENbHONW TKAaHU
(¢pubpobnacTsl) U TUMGPOLUTHI KPOBH.

ComaTtuueckue KJIETKHM O00JaJaloT psAIOM OCOOEHHOCTEH: OBICTPO pa3MHOXKAIOTCS Ha
MUTATENIbHBIX Cpellax; JIErKo KJIOHUPYIOTCA U JAlOT T€HETUYECKU OJHOPOJHOE MOTOMCTBO; KIIOHBI
MOTYT CJIMBaTbCS M JlaBaTh THUOPHUJIHOE IIOTOMCTBO; JIETKO IIOJIBEPraroTCsl CEJIeKUUU Ha
CHEIHAJIbHBIX THTATENIbHBIX Cpeax; KJICTKHM 4YelIOBEKa XOPOILIO U JOJIIO COXPAHSITCA IpU
3aMOpa’KUBaHUU.

C IIOMOIIIBIO METOJa r1/16p1/1)11/133u1/n/1 COMAaTHYCCKHX KICTOK:

a) M3Y4al0T METa0O0JNYECKHE MPOLIECCHI B KIIETKE;

0) BBISBJISIIOT JIOKAJIM3ALMIO TEHOB B XpPOMOCOMaX;

B) HCCIIENYIOT T€HHBIE MyTallUH;

r) HA3y4ar0T MYTareHHYI0 aKTUBHOCTH XUMUYECKUX BEIIECTB.
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3.5 MACCOBBII ITPOCEMBAIOILNI METO/I (CKPMHUHT') BBISIBJIEHU A
HACJIEJICTBEHHOM ITATOJIOTUU

CkpuHHHr (OT aHrji. Screening - MPOCEMBAHME) - MAacCOBO€ OOCJIEIOBaHUE TPYII
HaceseHus (OepeMEeHHbIX, HOBOPOXK/IEHHBIX, STHUUYECKUX TPYII), HAlPaBJICHHOE Ha BbISBJICHHE
OOJBHBIX W HOCUTENEW MYTAaHTHOTO TI€Ha, C LENbl0 MPEAYNPEKICHHUS POXICHUS, paHHEH
JIUArHOCTUKH, 3((EKTUBHOTO JIEYEHHS] U MPOQPUIAKTUKU TSDKEIBIX OCJIOKHEHUH OIpeaereHHBIX
3a0oneBannii. MacCOBBIM, CKPUHUHTOBBIM METOJ BBISBICHUS HACJICICTBECHHBIX 3a00JIeBaHMI
SBJIIETCA OJHUM M3 3(PQPEKTUBHBIX MOJIXOJO0B B JOKIMHUYECKON TUArHOCTHUKE M BO3MOXHOCTHU
HOpMOKonupoBaHusi (enotuna. IIpoceuBaromye mnporpaMMbl HE MO3BOJIAIOT OKOHYATEIbHO
MIOCTaBUTh JHAarHo3, a TOJbKO BBIABISIOT IPEANOIOKHUTENbHO OOJBHBIX JIIOJEH. YTOuHEHHe
nuarfHo3a TpeOyeT WX IMOBTOPHOTO, MOATBEpkiaromiero oOciemoBanus. Ilo 3akmouenuto BO3,
CKPUHMHI SIBJISIETCS HAYaJIbHBIM 3TalloM B I€JIOM KOMILJIEKCE AabHEHIINX JUarHOCTUYECKUX U
Je4eOHBIX MEpONpUATUN, HEOOXOIUMBIX JJsi KOPPEKUUU COCTOSIHHUSI 3[0pOBBS  JIIOJIEH,
CTpaJarolINX TECTUPYEMbIM 3a00JIEBaHUEM.

TpebGoBanus kK MporpaMMaM HEOHATAJIbHOI0 CKPHHMHIA HA HACJIeACTBEeHHbIe 00J1e3HU

(«3oa0T1oi cranaapT BO3,1968):

- 3a00JIeBaHNE KIIMHUYECKHU 1 JTaOOPaTOPHO XOPOIIO U3yUYEHO;

- yacToTa 3a00JIeBaHUs B MOMYJIALIUUA JOCTATOYHO BBICOKAS;

- 3a00J1€BaHME TSAXKEJOE C BBICOKUM PUCKOM MHBAJIMINU3ALMH WIH JIETAIBHBIM UCX0JIOM;

- J1abopaTOpHBIE TECThl HE MAAIOT JIO)KHOOTPUIATENBHBIX pPE3yJbTaTOB, COOTHOIIEHHE
HCTUHHOTIOJIOKHUTENBHBIX U JIO)KHOTIOJOKUTENbHBIX HE MeHee 1:5;

- TECThl TEXHUYECKU MIPOCThIE, O€30MacHbIe, 5KOHOMUYHBIE U ATUUECKU [TPUEMIIEMBIE;

- uMmeercs APpPEeKTUBHOE JIEUEHUE TaHHOTO 3a00JI€BaHMUS.

CKpHHMHIOBasl MPOrpaMMa BKJIIOYAeT cjelylolye 3Tanbl:

I sran - momydeHue oOpa3lOB KPOBU Yy BCEX HOBOPOXKAECHHBIX Ha 3-7 THU KU3HU U UX
HEMeJIEHHas! TPaHCIIOPTHUPOBKA B JJAOOPATOPHIO U Ja00OpaTOPHOE MPOCEUBAOIIEE TECTUPOBAHUE.

II sran - moaTBepkaaroas JabopaTopHasi IMarHOCTUKA, CPEIU MO3UTUBHBIX PE3yIbTaTOB
MEPBUYHOTO CKPUHHUHIA, BKJII0Yasi MOJIEKYISIPHO-TE€HETHYECKOE UCCIIeI0OBAaHHE.

IIl sranm - pannee nedenue (He mo3mHee | Mec. mMocie POKACHUS), AUCTAHCEPHU3AIUS
00JIbHBIX, TA00PATOPHBIN KOHTPOJIb 32 3PPEKTUBHOCTHIO JICUCHUSI.

IV sTan - MenuKo-reHeTHYeCKoe KOHCYJIbTUPOBAHUE CEMbH.

Cxema opranu3aly CKpUHUHTA:
1 ypoBeHb - pOAOBCIIOMOraTelIbHbIE Y4pexaeHUs (3a00p KpPOBH M TPAHCHOPTHPOBKA B
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1a00paToOPHIO);

2 ypOBEHb - MEJIUKO-T€HETUUYECKHE KOHCYIbTalUU (IIpoBeeHue 1 U 2 3TarnoB CKpUHUHTA,
KOHTPOJIb 32 JICYCHUEM, MEUKO-T€HETHUECKOE KOHCYJIbTUPOBAHUE CEMbH);

3 ypoBens - pedepercHsie 1eHTpsl (JJHK-aunarnoctuka mabopaTopHbIii KOHTPOJIb KadecTBa
KOHTPOJIb KaUeCTBa JICUCHU);

4 ypoBEHb - MEX/IyHapOIHAsl CETh MPOTPaMM CKPUHHUHTA.

W3 ThICSY HaceICTBEHHBIX U BPOXKICHHBIX 3a00JI€BaHUIN (PEHUIIKETOHYPHS, MyKOBHUCIIHUJIO3,
raJlakTO3eMHUsl, aJJpeHOTEHUTABHBIM CHHIPOM U BPOXKIECHHBIM TMIOTUpPE03 (Tabiuua 4) oTHOCSTCS
K MaToJIOTUSIM, IPU KOTOPBIX CBOEBPEMEHHO HA4aThIM PaHHUM JICUEHHWEM MOXKHO NpPEAOTBPATHUThH
pa3BuTHE 3a00JieBaHUSl U TJIyOOKyI0 MHBanuauzauuio. Ha3BanHble 00JI€3HU SBISIOTCS CaMBbIMU
YacThIMU B MOMYJSIUU. DTO MOCIYXUJIO OCHOBaHMEM BBEICHMSI BO MHOTHX cTpaHax U B Poccun
(Tabnuua 5) HEOHATalbHOIO CKPUHMHTA BBISBICHHS CpPeld HOBOPOXKACHHBIX TPYIIIBI PUCKa I10
STUM MSTH [1aTOJIOTHUSM.

HopmaTuBHBIMU JOKYMEHTaMH, pErjaMEHTHPYIOIIMMH IPOBEJICHUE CKPUHUHIA CpPEau
HOBOPOJKJIEHHBIX Ha (DEHUJIKETOHYPUIO M BPOXKICHHBIN TMIIOTHUPEO3, sBiseTcs npukaz M3 PO Ne
316 or 30.12.1993 r. «O cCOBepLIEHCTBOBAaHUM MEIUKO-TE€HETUUYECKOW CiIyk0bl MuH3apaBa
Poccuiickoit @enepanum»; Ha MYKOBUCUUI03, AJAPEHOICHUTAIBHBINM CUHIPOM W TaJaKTO3EMHUIO -
npuka3z Munznapascorpazsutusi Poccun Ne 185 ot 22.03.2006 1. «O MaccoBoM oOcneqoBaHUU
HOBOPO’KJICHHBIX JIeTel Ha HACJeICTBEHHbIE 3a00I€BAHUSD.

Tabnuna 4.
3a0osieBaHMsl B IpOrpaMMe HEOHATAIbHOTO CKpuHUHTa B Poccuiickoit denepanuu B paMkax

Hanmonansnoro IlpuopurerHoro [Ipoekra «310poBre» B chepe 31paBoOXpaHEHUS

3a0osieBaHue Yacrora | Bo3- CuMnromsl Jleuenue
pact
Hauajia
Oenunkeronypus | 1:4500 - | 3-6 3agepKka pasBuTHA, cymopord, | Jluetorepanms
1:20000 | mec. «MBIIINHBIN 3arax» mouH, | ¢ 1-2  mecsama
JepMaTUT U TUIONUIMEHTALus, | )KU3HU
YMCTBEHHAas OTCTAJIOCTh
Bpoxnennsiii 1:3000 - | 1-3 Makpornoccus, OTEYHOCTbh, | ['opMOHOTEpanMs
TUTIOTUPEO3 1:6000 Mec. 3aiepKKa pa3BUTHA, YMCTBEHHas | ¢ 2-3  HeJelb
OTCTaJIOCTh KU3ZHU
lNamakTo3emus 1:14000 | 7-10 CpeiruBanusi, pBOTa, JKenTyxa, | Juerorepanus
-1:60000 | cyrku | remaTo- M CIUIEHOMeETranus, Luppo3 | ¢ 1-2 Henenu
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IICYCHH, Cyaoporu, KaTapakTa. | )KU3HU

JletanbHOCTB
Bpoxnennas 1:10000 | 7-10 - | IIIIP, conprepsromue Kpussl u | ['opmoHOTEpanus
TUIepILIa3us -1:15000 | cyrkn JIETAJIBHOCTh y MaJIbYUKOB. | ¢ 1 Henenun
KOPBI 3-5 ner | Bupuiuzanus TEeHUTAINI Y | )KU3HU
HAJOYEYHHUKOB JIeBOYEK.
MyxkoBucuuaos 1:2000 - | 3-5 MekoHMaIbHBIN UIIEYC. depmeHToTepanu
1:2500 CyTKM | XpOHHMYECKHE 0OCTPYKTUBHBIE | 51 C 6 MEC. )KU3HU

7m0 6-12 | OpOHXOJIETOYHbIE ¥  KHIIEYHBIE
Mec. 3a00JIeBaHUSL.

Pannss cMepTHOCTS.

Tabmnuma 5.

CraHoBJ€eHHE CKPUHUHTOBBIX IIporpaMM B Poccuiickoii deneparuu u 3a pyoexxom

3aboneBanus Poccus 3a pyoexxom
DeHWIKETOHYPHS c 1983-1984 rr c 1964 rona
BposxieHHbIi THIOTUPEO3 c 1993 rona c 1973 rona

AnpeHoreHutanbHblid cugapom | ¢ 2006 roma (B pamkax | [IpoBogurcss BO  MHOTHX

HAallMOHAJIBHOI'0 IIPOCKTa II0 | CTpaHax MHUpa

I'anakTozemus 3IPaBOOXPAHEHHUIO) [IpoBomuTcss B  HEKOTOPBIX

MyxkoBucuao3 CTpaHax MHUpa

Jlisg mpoBeneHUs] CKpUHHUHIa 3a00p KPOBH y HOBOPOXKAECHHBIX NMPOU3BOAAT Ha 4-i JIeHb
U3HU (y HEIOHOILIEHHBIX - Ha 7- J€Hb), UCIIOJIb3YIOT 00pa3el] KPOBH, B3SITHIN U3 MATKU peOeHKa,
B BHJE Kalelb HAHOCAT Ha CHeUualbHyl0 (UIbTpOBaJIbHYI0 Oymary. J[lns mnpoBeaeHus
HEOHATAJIbHOTO CKPUHMHTA CPEId HOBOPOXKIEHHBIX HCIMOJb3ytoTcs HaOopbl «Delfia Neonatal
hTSN» (Wallac Oy, @unnsunus) u «TTI-neockpun» (MmmyHockpus, Poccus). Bee uccnenosanus
BBITNIOJIHAIOTCA B TJa00PAaTOPUAX MEIUKO-T€HETUYECKUX KOHCYIbTAllMM WU LIEHTPOB.

Bposx/ieHHBIH TUNOTUPEO3 HE OTHOCUTCS K HACJIEJCTBEHHBIM OOJIE3HAM, HO BO3HHMKAET Y
pebeHka B mNepHOJe BHYTPUYTPOOHOTO pa3BUTHS HU3-3a MOPaKEHUS LIMTOBHUJIHOM >KeJe3bl, B
YaCTHOCTH, HEJOCTAaTOYHOCTH THUPEOTPOIHOrO0 ropMoHa W JAp. Beaymas npuunHa u3MEHEHUS
(GYHKIMM IIUTOBUJHOW JK€Je3bl — OSTO BOCHAJIUTENbHbIE H3MEHEHUS B HEW, JedeKThl B
3apOJBIIIEBBIX JIMCTKaX, MpPUMEHEHUE OepeMEeHHOW MOBBIIIEHHBIX [J103 THPEOCTATUYECKUX
npenapatoB. [Ipu neduunre mpoaykToB *Kene3bl CHUKAIOTCA OKHCIUTENbHbBIE MPOLIECCHl BO BCEX
BHUJIaX OOMEHa BELIECTB, YTO BEAET K 3HAYMTEIIbHOMY HEPBHO-IICUXUYECKOMY M (U3UYECKOMY

pazButuio pebeHka. I[Ipu BpOXIEHHOM THUIOTHPEO3€ pa3IU4alOT TpU (OPMBIL:  JIETKYIO,
33



CpenHeTsDKenyto U Tsokenyro. [locneansist (MuKceneMa) perucTpupyercs cpa3y MHocie pOXKACHUS
pebeHKa - CIM3UCTBINM OTeK, Opamukapmaus, 3amopel, Oosbmioit Bec (Oomee 4000 r), BSIOCTH,
COHJIUBOCTb, OTJMYalOT OOJBHOIO pebdeHKa OT ero CBepcTHUKOB. I[lpum OTCyTCTBUM JeueHus
MIpOrpeccupyeT OTCTaBaHME IICUXMYECKOrO0 M (QU3MYEecKOoro pa3BuTHs. Yaie BpoOKIECHHBIN
TUIOTHPEO3 MaHU(pecTupyeT, 0COOEHHO IpU €CTECTBEHHOM BCKapMJIMBaHUHM, Ha 4-6-M Mecsliie
XKU3HU. Jl0 3TOr0 BpeMEHU THUPEOTPOIIHbIE TOPMOHBI pEOEHOK MoJjydaeT ¢ MojiokoM Matepu. Co
BpEMEHEM HX HEJOCTaeT OpraHu3My, U y OOJBHOIO PETUCTPUPYIOT TSXKEIblEe COMATUYECKUE U
HEBPOJIOTUYECKUE CHUMIITOMBI - JIETM HAUMHAIOT PE3KO OTCTaBaTh B POCTE, BECE, NCHUXUYECKOM
pa3BUTUU. boJIbHBIE BSJIO pearupyroT Ha OKpY»Karollee, MEepecTaloT y3HaBaTh pojuTenel. ['osoc
HU3KHUH, «kapkatomuii». Camoe Ba)KHOE TO, YTO MPUMEHEHUEM FOPMOHOB LIUTOBUIHON JKeJe3bl, B
YaCTHOCTH THUPOKCHHA, MOXXHO TPEIOTBPATHTh PA3BUTHE WHBATUIAUZUPYIOMICH CUMITOMATUKH U
U3MEHUTDH COCTOSIHUE O0JIBHOTO B JIYYILIYIO CTOPOHY.

[ToporoBoit 1mdppoir ypOBHS THPEOTPOTHOTO TOPMOHA IIUTOBUIHOM IKEIE3bl IS
obcnmenyeMbix B Bo3pacte oT 1 g0 7 mueit cocraBmser 20 MmxkME/mn, ana nereit 14 nuerd - 5
MKME/Mn u Bbimie. [{eTu ¢ MOBBIIIEHHBIMU 3HAYEHUSIMU TUPEOTPOITHOTO TOPMOHA, BBISBICHHBIMU
IIpM HEOHATaJIbHOM CKPUHUHIE, TMOJUIekKAT IIOCTAHOBKE Ha JUCHAHCEpHOE HAOIIOJeHHE C
00s13aTeILHBIM HCCIICIOBAHUEM KPOBH HAa YPOBEHb THPEOTPOITHOTO TOPMOHA, TPUUOATHPOHHWHA U
TUPOKCHHA.

[Ipu ckpuHuHre Ha (HEHWIKETOHYPUIO TPOBOJIAT MCCIEAOBaHUE YPOBHS (DeHMIIaTaHWHA B
KpoBU. JleTssM W3 rpynmbl pUCKa MOBTOPSIOT HUCCIEAOBAHHME Ha cojAep)KaHHME (heHUIalaHuHA C
HCIIOJIb30BAHUEM  aMHUHOKHCIIOTHOTO  aHalU3aropa, MPOBOJAT  MOJEKYISPHO-T€HETUYECKOE
HCCIIEIOBAHUE, TIPU MOJIOKHUTEIbHBIX TECTAX YCTAHABIUBAIOT AUArHO3 (PEHUIIKETOHYPUS U PEOEHKY
CPOYHO Ha3HA4yarOT COOTBETCTBYIOUIYIO IUETY U HEOOXOIMMOE JICUEHHUE.

[Ipn BBISIBICHMH MYKOBHCIHIO032a B KAa4eCTBE CKPUHUHT-TECTA OMNPEICISIIOT YPOBEHBb
HEOHATaJbHOTO WMMYHOPEAKTUBHOTO TPUIICHHA, KOHIICHTPAIMs KOTOPOTO MPU MYKOBHCITUI03E
BBIIIIE HOPMBI, T.€. cocTaBisier Oosiee 70 Hr/mi. Jlasiee nuarHo3 yCTaHABIMBAIOT Yy JETEH TPYIIIIBI
pUCKa TOBTOPHBIM HCCIEJOBAaHUEM YPOBHS HWMMYHOPEAKTUBHOTO TPHUIICHHA, TOJOXKHUTEIBHON
MOTOBOM TpoOBl Ha xjopuasl, HasHadatoT JIHK-aumarHOCTMKY 110 BBISBJICHHIO MYTallUH.
HeoOnapyxenue Myrauuu He SBIISETCS MMOBOJOM JUIsl UCKIIOYEHMS AMAarHo3a MyKOBUCIUAO3a. Y
OO0JILHOTO MOJKET OBITh pElKas MyTalusi, KOTOPYIO HEBO3MOXHO HICHTHU(UIIMPOBATH B YCIOBHUSIX
JaHHOU J1abopaTopuu.

['pynmy pucka nereit ¢ aagpeHOTeHUTATBHBIM CHHIPOMOM BBISBIISIIOT TI0 MCCJIEIOBAHHUIO B
obpasne kpoBu 17-ruapookcumnporecrepona (17-OHP). [ToporoBas mudpa KOHIIEHTpAIUU ITOTO
Oenka coctaBisier 30 HMOJB/JI, NMPU TAKOM IIOKa3aTesle W BBIIIE HCCIEIOBAaHUE MOBTOPSIOT U
BbINOJIHAOT JJHK-auarnoctuky.
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JIist BBISIBJICHWSI TajJaKTO3EeMHH B TPEIOCTABICHHOM B JjabopaTopuro o0pasiie KpOBH
HOBOPOKJIEHHOTO HCCIEAYIOT COoJepKaHue OOIel rajgakTosbl (TajlakTo3a U ranakrtosa-1-docdar).
Pesynmbrar CKpMHWHTa MOHO CUMTATh OTPHIATENBFHBIM IPH YpOBHE Trayakto3sl MeHee 400
MKMOJIb/1 (7,2 mr/mn). OKOHUYATENbHBIN JMAarHO3 rajlakTO3eMHH YCTAHABIMBAIOT TOJBKO IOCIE
JETATHHOTO MCCIICIOBAHUS aKTUBHOCTH psifa (hepMEHTOB, 00YCIOBINBAIOIINX HOPMAJIbHBIN 00OMEH

rajJakTo3bl, U ITPOBCACHUA MOJICKYJIAPHO-TCHCTUYCCKOTO UCCIICIOBAHUS.

Tabmnuma 6.
[lepeuens 3a001eBaHNH, BKIOYEHHBIX B IPOTPaMMbl MACCOBOI'O HEOHATAIbHOI'O CKPUHUHTA

B Pa3HBIX CTpaHax.

['pynmbr 3a0oeBaHus

AmuHoanuonatuu/ (GeHWIKeTOHypus, JIEHIUHO3, TOMOLUUCTHUHYPUS, LUTPYJIUHEMUS,
alnuaypuu APTUHUHEMUS, TUPOSUHEMUS, HCIOCTATOUYHOCTD 6I/IOTI/IHI/I}13?>I)I
Opranuueckue HEJIOCTaTOYHOCTh ~ APTMHUHOCYKIUHUI-KOA-HMa3pl, IPONHOHOBAsA
am/mypml/ aluJeMun aluaceMus, METHIIMAJIOHOBAs1 aluaceMusd, HEOOCTAaTOYHOCTH

m300ytupun-KoA-gerniporenassl,  M30BAICPHSIHOBAS  AlMJIEMUSI,
HEJI0CTaTOYHOCTh 3-runpoxcu-3-metuiriyrapui-KoA-nuassl,
riyrapoBas auujemus tun I, HemocrarouHocTh 2-MeTunOyTupuin-KoA
JNEruporeHassl, HEJI0CTaTOYHOCTh 3-metunkponotun-KoA

KapOOKCHIIa3bl, HEJOCTATOYHOCTh 0€Ta-KeTOTHOJIAa3hI

HedexTsl HEJIOCTaTOYHOCTh ~ KOPOTKOLIETIOYEYHOM, CpPEIHELENOYEYHOM WIH
B-oxucneHus  KMPHBIX | AMUHHOLEoYeyHoW  ammi-KoA-zmeruaporeHasbl,  MHOXKECTBEHHAs
KHCIIOT HEJOCTAaTOYHOCTh  anwiI-KoA-gerniporesaspl,  HEIOCTaTOYHOCTH
JUIMHHOLIETIOYEYHOU 3-runpoxcuanui-KoA-neruaporenassl,
HEJ0CTAaTOYHOCTh KapHUTUHNAIbMUTOMITpaHepas3bl tun [ u tun II,
HEJO0CTaTOYHOCTh ~KapHUTUH/AIMIIKAPHUTUHTPAHCIOKA3bl, JAe(PEeKThI

TpaHCIOpTa KAapHUTHHA

BposxieHHbie BPOXKJICHHBIM  THIIOTUPEO3, BPOXKJCHHAS  THIEPIUIA3US  KOPBI
SHIOKPUHOTIATHH HaJIMMOYEYHHUKOB

Hapymenus oOMeHa | TaJIaKTO3eMUS

YTJIEBOJIOB

JInzocomubie 00a€3HU ooie3nn Tesa-Cakca, 0ose3Hs ['omre

Hapymenue TpaHcmnopTa | MyKOBUCLUIO3

MeTa00JIMTOB
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bomne3nu cucremsl KpOBH | TallaCCEMHUA, CCPIIOBUJIHOKIICTOUHAA AaHEMMUI, Ile(i)I/IHI/IT TIIF0K030-6-

dbocdaraernaporeHasbl

3.6 TECTOBBIE 3AJIAHU S 10 TEME
«METOAbI UBYUYEHUA HACJIEJCTBEHHOCTU YEJIOBEKA»
Bribepure oMH U3 MPEIOKEHHBIX OTBETOB
1. HEOHATAJIbHBIM CKPUHUHI ITPEJIIIOJIATAET
1) oGciienoBanme neTeit U3 yupexaCHUN A1 CI1a00BUISIIIIX
2) uccienoBaHue KPOBU HOBOPOIKICHHBIX Ha MNIMKO3aMHHOTJIMKAHbI
3) oOcieroBaHNE HOBOPOKJIEHHBIX C II€JIbIO BBISBICHUS ONPEICICHHbBIX (GOopM
HACJIEICTBEHHO MMaTOJIOTUU B JOKIMHUYECKON CTauu
2. AJIs1 MIPOBEJAEHUA HUTOIT'EHETUYECKOI'O AHAJIM3A UCITIOJIB3YIOTCA
1) KJIeTKHM KOCTHOTO MO3ra
2) KJIETKHU MeYeHU
3) nuM@ouuTsl nepupepuyecKkoil KpoBu
4) buomnTaT CEMEHHHKA
3. IOKA3AHUA JJIA BUOXUMUYECKOI'O UCCJIIEJJOBAHUA
1) 3azepkKa ICUXMYECKOTIO Pa3BUTHUS B COUYETAHUH C MOUYEKUCIIBIM TUATE30M
2) TUITOTIMTMEHTAIHSI, 33]IepKKa MOTOPHOTO U PEYEBOTO PA3BUTHUS
3) onurodpeHus B COYETAaHUU C OOIIEH TUCTUIACTUIHOCTHIO
4) Bce BbIIIETIEPEUUCTICHHOE
4. TIOKA3AHUA [JId TIPOBEJEHUA CIHELHUAJIBHBIX BUOXMUMHNYECKUX
TECTOB
1) yMCTBEHHAsI OTCTAJIOCTh, BPOKICHHbIE IOPOKHU PA3BUTHSI OPTAaHOB U CUCTEM
2) NpUBBIYHOE HEBBIHAIIMBAHUE OEPEMEHHOCTH
3) kaTapakTa, TemaToCIJICHOMETallns, OTCTaBaHUE B PA3BUTHHU
4) HapylIeHHE MTOBEACHUSI, UMOCIIMIIBHOCTD, HEOOBIUHBIH 3a11aX MOYH
5. QU TOTEHETUYECKUMU METOJAMU INATHOCTUPYIOTCA
1) HaciencTBEeHHBIE JeeKThl 0OMEHA BELECTB
2) mynbTu(daKkTOpHalibHbIE 00JIE3HU
3) 6o1ne3Hu, 00YCIOBIEHHBIE U3MEHEHUEM YHCIIa U CTPYKTYPBI XpPOMOCOM
4) nHdexoHHbIe 00JIE3HU
6. HEOHATAJIbBHOMY CKPUHUHI'Y ITO/JIEXAT 3ABOJIEBAHUA
1) angpeHoreHuTaIbHbINA CUHAPOM
2) MyKOBUCIII103

3) permIKeTOHYpHS
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4) runotupeos
5) rajakTto3zemus

6) Bce BbIILLIETIEPEUNCIICHHbBIE

7. CIIEHMAJIBHOE BMOXMMHWYECKOE OBCJIEAOBAHUE HEOBXOJUMO

1) mpy MBIIIEYHOW THUIOTOHMM, PBOTE, OTCTABAaHUM B ICHUXOMOTOPHOM

pa3BUTHH
2) npu XpOHUYECKOW MHEBMOHUY, HAPYIIECHUSIX BCAChIBAHUS B KUIICYHUKE

3) npu CHUKEHUH 3PEHUs, T€NaTOCINIEHOMET MK, YMCTBEHHOMN OTCTalIOCTH

4) npu BceX BBILLIENIEPEUNCICHHBIX COCTOSHUAX

8. OCHOBHOE YCJIOBUE IMNPOBEJJEHN I HEOHATAJIBHOI'O CKPUHUWHIA

1) Hu3Kas yacToTa reHa 00JIe3HU B MOMYJISALUN
2) OTCYTCTBHE METOJIOB [1aTOT€HETUYECKOTO JICUECHUS
3) TOUHBIH, OBICTPBIN, IPOCTOM B BHIMOJIHEHUN U HEOPOTON METO/]

4) BbIpa)KEHHBIN KIIMHUYECKUI MOIMMOpPU3M 00JIe3HU

9. IUTOTEHETUYECKHWH METO/] SABIISIETCA PELIAIOIIVM JUA
JMATHOCTUKU

1) MOHOT€HHO# aTOJIOTUU
2) CHHIPOMOB C MHOKECTBEHHBIMHU BPOKJICHHBIMH TOPOKAMHU PA3BUTHUS
3) XpOMOCOMHOM MATOJIOTHH

4) MmynbTU(aKTOpHAIbHBIX 00JIE3HEN

10. COBPEMEHHBII IUTOTEHETUYECKWI METO/]

1) uccnemoBanme MOJIOBOTO XpOMAaTHHA
2) untepda3Hblil aHaIU3 XPOMOCOM
3) MONEKYIAPHO-ITUTOTCHETUUECKUI METOT

4) MeTo/1 pyTUHHOM OKpacKu

11. 1A KIIMHUKO-I'EHEAJIOTMYECKOI'O METOIA XAPAKTEPHO

12. U1

1) cocTaBieHue poIOCIOBHOMN € MOCIEAYIONIUM 00ceq0BaHNEM TTpoOaHa

2) cocTaBlIEHHUE POJIOCIOBHBIX

3) mpocieXxuBaHUE  TepeJaydl  HACIEACTBEHHBIX  NPHU3HAKOB  CpPeIu
POACTBEHHUKOB OJJHOT'O ITOKOJICHUA

4) mpocnexXuBaHUE  Tepenadn HACJIEICTBEHHBIX  IPU3HAKOB cpenu

POJICTBEHHUKOB OOJILHOTO B sy OKOJIEHUI

AYTOCOMHO-IOMNHAHTHOI'O THUIIA HACJIEAOBAHUA

XAPAKTEPHO
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1) ponutenu GoyibHOTO peOEHKAa (PEHOTUNUYECKH 310POBBI, HO aHAJIOIMYHOE
3a00JI€BaHNE BCTpEUaETCsl y CUOCOB MpobOaHia
2) cbIH HUKOI'/Ia HE HaclieyeT 3a00JieBaHue OT OTLa
3) 3a0oyieBaHKE BCTPEUYACTCSI OJJUHAKOBO YacTO y MY>KUMH U JKEHIIUH
13. IIPOBAH/ - OTO
1) 60Js1bHOM, 0OpaTUBIIMIICS K Bpauy
2) 310pOBBIi YEJOBEK, 00paTHUBIIUKACS B MEIUKO-T€HETUYECKYIO
KOHCYJIbTaIIHIO
3) yenoBeK, BIEpPBbIE MOMABIIH 10 HAOJIOICHHE Bpada-TeHETHKA
4) 60BHOM WM HOCUTEIh, U3y4aEMOTO MTPU3HAKA
5) MHIUBHUIYYM, C KOTOPOTO HAYMHAETCS COOP pOJOCIOBHOM
14. CUBCBI - 5TO
1) Bce poacTBEHHUKHU NpoOaHaa
2) IeTH OJHOU POUTENHCKOM Hapbl

3) poACTBEHHUKH MPOOAH/IA, TUIHO 00CTIEOBAHHBIC BPAYOM-TCHETHKOM

4. BPOXXKAEHHBIE [TOPOKU PA3BUTHUA
Bposx/ieHHble MOPOKM pa3BUTUSL - CTOMKHME Mopdosiornueckue u3MeHeHus (Tabnuma 7),
BBIXOJIAIIAE 3a TPEACNIbl BapHalluid CTPOEHHWS, BO3HHMKAIONIWE BHYTpUYTpOOHO (Tabnuma 8) u

MPUBOIALINE K HAPYLIEHUIO (YHKIUN OpraHu3Ma Win ypOJICTBY.

Tabnuna 7.
Mopdosorudeckue cyocTpaTsl BpOKACHHBIX TOPOKOB Pa3BUTHSI.
Anunazus [TonHOE BpOXKIEHHOE OTCYTCTBUE OpraHa
[Munornnasus Henopassutrne oprana ¢ neuuuToM €ro Macchl WU
pazmepa
[Muneprinasus YBenuueHue Macchl WIIM pa3Mepa opraHa
Maxkpocomusi (TUTaHTH3M) VYBenuueHue JJIMHBL U pa3MepoB Tena peOeHKa B LIEJI0M
I'erepoTonus Hannune xneTok win TKaHel 0THOrO OpraHa B APyromM
I'eTreponnazus Hapymenne nuddepennupoBku Tkanei
OKTOTHS Cmemenne opraHa WIM €ro  pacHoJIOKCHHE B
HEOOBIYHOM MECTe
[lonn - mnpuctaBka K Ha3BaHMIO | YIBOGHUE WIM YBEIMUYEHUE YHUCJIa OPraHoB JHOO €ro
opraHa - MOJIMJAKTHIINSL, | YacTel WM €ro YacTH
MOJIMCIUIEHUS U T.JI.
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ATtpesns [lonHOE WM 4YacTUYHOE OTCYTCTBHE OTBEPCTHS B

KaHaje (Harpumep, B MUILEBO/IE)

OtcyrcTBUE cpanieHus Kakux-nmu6o | Hanpumep, pacuienunsl Tyosl U HeOa

CTPYKTYpP
Hepasznenenue (causiHue) opraHos Hanpumep, nanpLes - CHHIAKTUIHS
Tabnuua 8.
BposxieHHbIe MOPOKK pa3BUTHS IO BPEMEHH BOSHUKHOBEHHMS.

["ameronatuun Pe3ynbrar mM3MeHeHMs] HACIEICTBEHHOIO MaTepuaia B IOJOBBIX KIIETKax
poauTenei, TOPOKUM OOYCIOBIEHbl TE€HHBIMM WJIH XPOMOCOMHBIMU
MyTaLUSIMU

biracronatumn Hapymenne dopmupoBanus 3apojpllia B T€YEHHE MEPBBIX 15 nHEH ero

pasBUTHUA 0 HadYajla MATOYHO-IUIAOCHTApPHOIO Kp0B006paHIeHI/I$I, OYCHb

rpyObie nedexTsbl (rubenb 3UroThl, UKJIONUS, IBOHUKOBBIE TOPOKH)

OMOpuonaTun Hapymenust popmupyrorcs npu nopaxkeHuu mioja ot 16-ro nHs 10 KOHIA
8-ii Heleau BHYTPUYTPOOHOTO pa3BUTHSA, OOJIBIIMHCTBO MMOPOKOB Pa3BUTHS

BO3HHUKAIOT B OTOT IICPUO[

deronatuun Bosnukarot ¢ 9-it Henenu 6epeMEHHOCTH 70 POJIOB, B ATOT MEPHO]I TTOPOKH
BO3HUKAIOT PEIKO, HO TOJ BO3JACUCTBHEM HEOIArompusATHBIX (HaKTOPOB
BO3MOYHO COXpaHEHHE 3MOPHOHAILHOTO Pa3BUTHS OpraHa - pacioJioKeHHe

sU4YeK B OPIOIIHOM MOJIOCTH, HEAOPA3BUTHE OT/IEIBHOIO OpraHa Ijioaa

BposxaeHHbIe TOPOKHM pa3BUTHsI OBIBAIOT M30JMPOBAHHBIC, CHCTEMHBIC U MHOKECTBEHHBIC.
Nzommposannsie (80% ciaydaeB) - mopakeHHE TOJIBKO OJJHOTO OpraHa (BpO>KJICHHBIN MTOPOK CEep/IIia,
BPOX/ICHHBI BBIBUX Ta300€IpEHHOTO CyCTaBa, CIIMHHOMO3TOBas TI'PbDKA, CTEHO3 IpPHUBPATHUKA
KeIyJIKa, paciennHa ryosl u (niau) HEOA, IIOPOKH MOJIOBBIX OPTaHOB Y MAJTbYHKOB.

CucTteMHbIC TOPOKH Pa3BUTHSI - TIOPAKESHHE B TIPE/IEIaX OJJHON CHCTEMBI (aXOHAPOIIIa3us).

MHoxecTBeHHblEe  BpoKJeHHble TMopoku (18% ciydaeB) JOUArHOCTUPYIOTCS HpuU
oOHapy)XeHUH y peOeHKa NaTOJIOTMYECKUX M3MEHEHUN B JByX M OoJiee cucremax opraHoB, 80%
JeTel ¢ JaHHOM NaToJIOrueil morudaroT Ha MEPBOM IOy KU3HH.

B 3aBucumocTy OT mpuYMHBI BOZHUKHOBEHUSA - MOHOTeHHBIE (17-20%), Xpomocomusie (10-
12%), mynbTudaxtopuansibie (40-65%) u sxk3oreHnsle (3-5%) BpoxKACHHbIE TOPOKH.

Tepatorennbie (pakTopbl, HOpMHUPYIOLIE BPOKIEHHbIE OPOKU:

1) DHyoreHHbIe PaKTOpPHI:

- U3MEHEHNE HACIIECTBEHHBIX CTPYKTYP B pe3y/IbTaTe MyTallNH;
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- SHJOKPHUHHBIE UM MeTa00JInYECKUE 3a00IeBaHUs MaTepH;

- «IepEe3pEeBAHUE» MOJIOBBIX KJIETOK;

- BO3pacT pOAMUTENICH MOBBIILIAET PUCK POKICHUS peOEHKa C MOPOKAMU Pa3BUTHS.

2) DK30reHHbIe (HaKTOPHI:

- ouonornueckue (MHpexuun TORCH - kommekca),

- XUMUY€eCKHe (JIeKapCTBEHHbIE, XUMUYECKHE BEILIECTBA, TOKCUHBI, aJIKOTOJIb U JP.);

- pusnyeckue (paaualoOHHbIE, MEXaHUYECKHE U Jp.);

4.1 MOHUTOPUHI" BPOXXIEHHBIX ITOPOKOB PA3BUTUA

OpHuM u©3 HampaBjieHMH paOOThl IO BBISBICHUIO TEPATOICHOB SIBISETCS OpraHu3alys
MOHUTOPUHIOBBIX PErUCTPOB  BpOXKIEHHBIX IOPOKOB. B  HacTtosimee Bpemsi yCHENIHO
(GYHKIIMOHUPYIOT JIBE€ OCHOBHBIE MporpaMMbl MOHUTOpuHra (tabnmuua 9). Eurocat mporpamma,
nojyiepkuBaemasi komuccuenr EBpomeiickoro ooOmiecTBa, sl SMHAEMHJIOTHYECKOTO 0003peHus
BpoxaeHHBIX aHoMaimid, 1 (ICBDMS) - International Clearinghouse for Birth Defects Monitoring
Systems - mporpamma, mnojaepxkuBaemas BO3, mis oTClieXWBaHHS HOBBIX TEPAaTOTCHOB B
OKpY»Karollel cpere.

B 1998 romy MunznpaBom P® 6wt mznan mpuka3 Nel62 ot 10.09.98 «O moHutopunre
BPOKJICHHBIX IOPOKOB DPA3BUTHUS» C LEIbI0 OOECHeueHUs €AMHOIO MOJXoJa K CIEKEHHI0 3a
4acTOTOM BPOXKJIEHHBIX MOPOKOB Pa3BUTHUS B COUYETAHWU C YPOBHEM 3arpsi3HEHUS OKpY)Karolleu
Cpelbl TEPATOIr€HHBIMU M MyTar€HHBIMU BEIIECTBAaMU B TeppuTopusx Poccuiickont @enepanuu.

Ilesu 1 327241 MOHMTOPUHTA:

- OIpe/IeTICHNE YaCTOThl BPOKJIEHHBIX TOPOKOB PA3BUTHUS B MOMYJISAIUH;

- U3y4eHHUe AUHAMUKHU YaCTOThI BPOXK/IEHHBIX IOPOKOB Pa3BUTHUS;

- IPOBEJICHHUE IUAEMHUOJIOTHUECKUX HUCCIEIOBAaHUN BPOKICHHBIX IOPOKOB;

- U3y4€HHUE 3TUOJIOTUU BPOKJICHHBIX IOPOKOB Pa3BUTHS;

- BBISIBJICHHE U KOHTPOJIb HOBBIX TEPATOr€HHBIX (PAaKTOPOB CPEMbI;

- OIICHKA BJMSHUNA HAa NOMYJISAIMOHHBIE IIOKa3aTeId YacCTOThl BPOXKICHHBIX IOPOKOB

[IpOrpaMM MpeHaTaIbHONW JUArHOCTUKU U NEPBUYHON PODUIAKTHKH.

Tabsmuia 9.

CpaBHI/ITCJ'H)HBIe JaHHBIC 10 CUCTEMAaM MOHUTOPHHI'A

XapaKTepUCTUKHU Eurocat ICBDMS
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Yucno nporpamm 35 28

Yucno ctpan 17 35

Yucno posioB B roj 400 000 2 500 000

Yucno 3a 1980 - 94: 3 493 258 3a 1974 - 94:

O6epemMeHHOCTEN 39015 270

Bunbl nmopokoB | Bkmrowarores Tosnbko B Eurocat: aHomanuu | BkirodaroTcsi TOJBKO B

(pazmuamsi) a3 (B 11eJ0M) KaTapakTa, aHomanuu ymei (8 | [CBDMS: aKCcTpohus
uenom), BIIC, nmmopocTteHo3, aHOMaINH | MOYEBOTO y3bIps,
YPOTEHUTAILHOTO TpaKTa, HapY)KHBIX | SITUCTIA NS, CHHIIPOM
MIOJIOBBIX OPraHOB, HEOIPENIEICHHBIN II0JI, | CIMBOBOTO KUBOTA
MBIIIIEYHO-CKEJIETHBIE W COCAMHHUTEILHO-
TKaHHbIE aHOMAJIMM, BCE XPOMOCOMHBIC
aHOMAaJINH.

MakcumanbHbIi be3 rpanun, HO nyumas uHOpMAUSA IO o 1 rona

BO3pacT HEOHATAJILHOMY TIEPUOTY

PETUCTPUPYEMBIX

Bun undopmanun

Perucrpanmonnas ¢hopma Eurocat

FOHOBBIC JaHHBIC B BH]IC

OpHUT'MHAaJIaM OTHCaHUH)

TaO0JIMII, OITMCAaHHE
CIIy4acB
KonTtpons naHHbIX Kontpouss BBICOKOTO kaudectBa | He CTPOrui (o
OCYIIECTBISAETCS TE€HETUKAMU (mo | Tabmunam)

@YHKIMOHUPOBAaHUE IPOTPAaMM MOHHMTOPMHIA BO MHOTHX CTpaHaX MHUpa IO3BOJIMIIO

BBIJICNIUTh sl KOHKPETHBIX TE€PATOr€HHBIX (DAKTOPOB pUCKA BPOKJIECHHOW MATOJOTHMHU Yy IUIOJOB:

MO3JHUIM BO3pPACT POXKEHUI], HEIOCTATOUHBIM YpOBEHb MEIUIMHCKON IMOMOLIM OepeMEeHHBIM,

BHYTpUYTPOOHbIE HMH(EKIHH, B T.4. KpacHyXa, CaMOJICYeHHE, aJIKOrojb, KypeHue, aeuuut

(honMeBON  KHCIIOTHI,

HEAOCTATOYHOC IIUTaHUC,

npodecCuoHaNIbHBIC BPETHOCTH.

HE3aIlJITaHUPOBAHHBIC

OEpEeMEeHHOCTH,

4.2 TECTOBBIE 3AJAHUA 110 TEME «BPOXJIEHHBIE TIOPOKU PA3BUTU S ».

Br16epute o1uH U3 IpeyIoKEHHBIX OTBETOB

1. BPOXJIEHHBII MOPOOTEHETUYECKUI BAPUAHT PA3BUTH I

1) He BBIXOMT 3a MPEJEIIbl HOPMBI U HE HapyIIaeT (YHKIIUIO OpraHa

2) BBIXOJHMT 32 IIPEIeTbl HOPMBI, HO HE HapyIIaeT GyHKIHMIO OpraHa
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3) BBIXOJIUT 3a Mpe/Iebl HOPMAIBHBIX Bapualluii U HapymiaeT GyHKIUIO opraHa
2. BPOXXJIEHHBIN I[TOPOK PA3BUTUSA
1) He BBIXOMT 3a MPEJEIbl HOPMBI U HE HapyIaeT (PyHKIIUIO OpraHa
2) BBIXOJUT 3a MpeAeibl HOPMbI, HO HE HapylIaeT QyHKLHIO OpraHa
3) BBIXOJIUT 3a MpeJIeIbl HOPMAIBHBIX Bapualluii U HapymaeT GyHKIUIO OpraHa
3. YKAXKUTE KPUTUYECKHUE ITEPMO/JIbI SMBPMOHAJIBHOI'O PASBUTUA
1) xonery 1-i — Hauamno 2-it HeEU TeCTaIlun
2) xKoHer 2-i — Hadaso 3-il HeIeu recTaluu
3) 7-8 Henens recTanyuu
4. BPOXXJIEHHBIN [TOPOK PA3BUTHS OTO
1) mosno3
2) canjaneBHUIHAS MIETh
3) runepTeNopusM
4) skTonus opraHa
5) rotuyeckoe HEOO
5. BBIBEPUTE [NPABUWJIBHBIE YTBEPXIEHUWA
1) rameronaTuy MPUBOJAT K HapYHUICHUIO OIUIOJOTBOPEHMS] WIM THOEeNIH
3UTOTHI
2) sMOpronaTUM BO3HUKAIOT B MIEPUOJI OT 9-01 HeJenu 10 poJIoB
3) deronaTuy BO3HUKAIOT B MEPBbIE THU KU3HU peOEeHKa
6. OTUOJIOI' A BPOXIAEHHBIX [TOPOKOB PA3ZBUTUA
1) HacnencTBeHHas
2) sK30reHHast
3) myapTUdaKTOpUANbHAS
4) Bce BbIIIETIEPEUUCTICHHOE
7. K MTHO®EKIUAM TORCH - KOMIUIEKCA OTHOCATCA
1) Tokcomnazmos
2) KpacHyxa
3) uuTOoMeranoBupycHasi HHpEeKIus
4) renatut
5) Bce BbIILIETIEPEUNCIICHHbBIE
8. I10 PACITPOCTPAHEHHOCTU BPOXJAEHHBIE [IOPOKU PA3ZBUTHA BEIBAIOT
1) n3onupoBaHHbIE
2) cucteMHbIe

3) MHOXECTBEHHBIE
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4) Bce BbIIIETIEPEUHUCTICHHBIE
9. BO3JIEUCTBUE TEPATOI'EHHOI'O D®DEKTA 3ABUCUT OT
1) reHeTHyeCcKOil MpeAPacoIOKEHHOCTH 1102
2) recTallMOHHOTO BO3pacTa IJI0/1a IPU TEPATOTC€HHOM BO3/AE€HCTBUU
3) B3auMoOJeicTBHIE C APpYruMHU (pakTopamu
10. CHUHAPOM JAVHA MOXET COITPOBOXIATHCS [IOPOKAMU PA3ZBUTUA
1) co cToponsl cepaeuno-cocyauctoit cuctems (JIMXKII, OAIT)
2) BpOKJIeHHAsi KOHTPAKTypa CyCTaBOB

3) KOHCKas cToma

5. XPOMOCOMHBIE CUHIPOMBbI

XPOMOCOMHBIE CUHJPOMBI - BPOKJICHHbBIE MTaTOJIOTMYECKUE COCTOSIHUSI ¢ MHOYKECTBEHHBIMU
BPOKJICHHBIMU MOPOKAMU PA3BUTHSL, MPUUYMHON KOTOPBIX SIBJISETCS U3MEHEHHE KOJIMYECTBA WIH
CTPYKTYpPBl XpOMOCOM, B pe3ylbTare crnopagudeckux Myranud. Yacrora - 7-8:1000
HOBOPOKJAeHHBIX. B Poccnn ata natosiorus perucrpupyercs y 12 000 HOBOpOKI€HHBIX €5KETOIHO.

Kapuotun yenoseka - 46 xpoMocoM, y KeHUIMH 44 ayTOCOMBI U I1apa MOJIOBBIX XpOMOCOM
XX, y myxuuH - XY. CoorBercTBeHHO: 46, XX; 46, XV.

XpoMocoMHbIe 60JIe3HU AeIATCH Ha IBe IPYNIbI:

[ rpynna - anoManmuu yucna XxpoMocoMm:

- HApYUICHHUE YUCIIA ayTOCOM,

- YBEJIMUEHUE WM YMEHbIIIEHUE YHCa MOJIOBbIX X- U Y-XpOMOCoM,

- MOJIUIIOUIUY - KPAaTHOE YBEJIMYEHHE ralIOUTHOIO0 Habopa XpOMOCOM.

II rpynna - cTpykTypHble HapyieHus (adbeppalun) XpOMOCOM:

- TPAHCJIOKALMU - 0OOMEHHBIE NEPECTPONKU MEX]Ty HETOMOJIOTHYHBIMH XPOMOCOMaMH,

- JIeJIelIMU - TIOTEPU Y4aCTKa XPOMOCOMBI,

- UIHBEPCHUU - IOBOPOTHI ydacTKa XpoMocoMbl Ha 180°,

- NYIUIMKALUU - YABOCHHS y4aCTKa XPOMOCOMBI,

- U30XPOMOCOMHUS - IOBTOPSIOIINICS TeHETUYECKUI MaTepuall B 000uX Ijleuax,

- KOJBIIEBbIE XPOMOCOMBI - COEIMHEHHE JIByX KOHIIEBBIX Jejieluil B o0oux medyax
XPOMOCOMBI.

OMOCOMHEIE 00JIE3HU

I'enomHBIE MyTaLUU XpoMocoMHBbIe abeppaiuu
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N3meHenue CTpyKTypsl XpOMOCOM

HN3MeHnenune unciia XxpoMocom l
Henenus
Jyrukanus
NHuBepcns
Tpancnokarnus
Aneymoninu [Honmummonaun
2n+1,2,3 3n, 4n, 5Sn, ¥ T. 1.

XapakTepHble 0011e MPU3HAKK XPOMOCOMHBIX CHHJIPOMOB: MHOYKECTBEHHbIE BPOXKICHHbIE
MIOPOKU Pa3BUTHS, 3aMEJIJIEHHOE BHYTPUYTPOOHOE U MOCTHATAJIBLHOE Pa3BUTHE, YEPEITHO-JIUIIEBbIE
IU3MOPQUHU, 3aJIeP’KKA ICUXUYECKOTO Pa3BUTHUS, HapylIeHHe QYHKIUI BHYTPEHHUX OPTraHOB.

@DeHOTUIl XpPOMOCOMHBIX aHOMaJIMM: HHM3Kasg Macca IpPU POXKJIECHUHU, U3MEHEHHE (OPMBI
yepena, MUKpolepayins, TUIEPTEIOpU3M, SIMUKAHT, YIUIOLIEHHAs CHMHKAa HOCA, paclleIrHa
TBEpAOro HeOa, BBICOKOE, TIOTUYECKOE HEeOO, aHOMAJIMM YIIHBIX PaKOBUH, KOpOTKas e,
KOCOJIAIIOCTh, KPUIITOPXHU3M, THIIOIUIa3Hsl IOJIOBOTO YJieHa, TUIOCIaus, TOPOKH CepALa, 3a1epKKa
(GU3MYECKOTO U MICUXUYECKOTO Pa3BUTHS.

5.1 YUCJIOBBIE AHOMAJIMU AYTOCOM

Cunapom Jlayna (tpucomus 21), BnepBbie onucad B 1866 r. aHrinuiickum neauatpom A.
Haynom. Yacrora 1:700-800 HOBOpO)AeHHBIX. Poxnenue nereir ¢ Oone3npro JlayHa 3aBUCHT OT
BO3pacTa Matepu (Jaiie y >KeHIuH 10 18 et u crapime 35 ner).

OcHoBHyto 1010 (94%) COCTaBIAIOT ClOydad TOJIHOHM TPUCOMUU 21-if XpOMOCOMBI.
Kapuortum - 47,XVY,21+ nmm 47,XX,21+. Okoso 2% OOJBHBIX AETE UMEIOT MO3aUYHbIE BApUAHTHI
cuHapoma JlayHa (4acTh KJIETOK - COAEPIKUT JOMOIHUTEIbHYIO XPOMOCOMY, YacTh - HOPMAaJIbHBIN
KapuoTuIl). Mo3anyHble BapUaHThl COMPOBOXKAAIOTCI MEHEE BBIPAKEHHBIMH H3MEHEHUSIMU
¢deHoTHma 1O CpaBHEHMIO C Tpoctod Tpucomued. B 4% caywaeB peructpupyercs
TpaHciaokanuoHHbie (opmbl, 50% KOTOPBIX HACIENYIOTCA OT poauTenei-Hocurenen, a 50% -
BO3HUKAIOT BHOBb.

®enortun cuHapoma JlayHa: rojioBa ¢ yIJIOIIEHHBIM 3aThIJIKOM; TOJICTast KOXKHAs CKJIa/Ka Ha
3aJlHel MOBEPXHOCTH IIE€U; CKOIIEHHBIM M y3KUH J100; JUIO IUIOCKOE, NEPEHOCHUlla IINpOKas U
BJIaBJICHHASI; SI3bIK OOJBIION M BUJIEH MEXJIY r'ydaMH; MOCTOSIHHO OTKPBITBIA POT, TOJICThIE I'yObl;
«MOHTOJIOUJIHBI» pa3pe3 TIJia3; SIUKAHT; YIIHbIE PAKOBHUHBI MaJleHbKHE U JAe(POpPMUPOBAHHBIE.
KocTHo-MbIlIeyHast cuctema: HU3KUI POCT; KOPOTKas ILies; BOPOHKOOOpa3Has WIM KUJIEBUAHAS
rpyiHas KJIeTKa; MIMPOKHE KHUCTU U CTONBl ¢ KOPOTKMMHU HalbllaMy; IoNepedHas Oopo3ja Ha
JIa/I0HSX; IEPBBIM Majel Ha CTonax NIMPOKO OTCTOUT OT JPYTUX MaJbLEB - «CaHIAJIEBUIHAS ILIETIbY;
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MBIIlIEYHAs! TUIOTOHMSI C Pa300JTaHHOCTHIO CYCTaBOB, MO3TOMY HOBOPOXAECHHBIE C CHHIPOMOM
JlayHa JiexaT B KpOBaTKe, pACKUHYB PYYKU U HOXKKH.

[Ipu cunmpome Jayna y 50% OOJNBHBIX - BPOXKIEHHBIE TOPOKH cepana (aedeKTs
MEXIPEICEPIHON WIN MEXKKEITYI0UKOBOM MEPEropoIOK), MUILEBAPUTENbHBIN TPAKT MOPaKaeTcs B
15% cnydaeB (aTpe3uu WIHM CTEHO3bI ABEHAALATUIIEPCTHON KUIIKH).

Jlist OOJIBHBIX XapakTepHa YMCTBEHHas OTCTAJOCTh - JEOMIBHOCTH - B 75% ciydaes,
UMOEUIBHOCTD - Y 20% OosbHBIX, AMOTHS - B 5% ciydaeB. JleTw Jierde OCBaWBalOT HABBIKH,
CBA3aHHbIE C (U3NYECKUMU [IBIKEHUSIMU, 4eM peueBble. JleTh BHHMMATEIbHbIE, JIACKOBBIE,
TepHeauBble pU O0yYEHUH.

CpenHsss NpOAODKUTENBHOCTh XU3HU cocTaBisier 20 ner. IlpumepHo TpeTh gerei ¢
cuapomoM /[layHa moru0aroT Ha MEpPBOM TOAY XU3HU (OCTphle MH(EKIUU U 3J0KaueCTBEHHBIE
3aboneBanus KpoBH). Penko GosbHbBIE H0KUBarOT 10 S50 JeT.

Jleuenne 60IBHBIX C CUHAPOMOM JlayHa KOMIUIEKCHOE U HECTIELU(PHUUHOE:

1) Pa3BuTHE MOTOPHBIX HABBIKOB U OPraHOB YYBCTB.

2) [lonHONEHHOE MUTaHKE, MAaCCaXX U TUMHACTHKA, Pa3BUBAIOILINE 3aHATHUS.

3) Ucnonp30BaHne HOOTPOIHBIX JIEKAPCTBEHHBIX CPE/ICTB.

4) CtuMynauuy JBUTATENIbHON aKTUBHOCTU pedeHka - B Bo3pacte oT 0 1o 2 Mmecsues
HEOOXOIMMO B TEUEHUE JHS HECKOJbKO pa3BOpayMBaTh Ha JKUBOT, NPU ATOM I[OJA TIpPyHb
MOJKIAABIBAIOT HEOOJNBIIYI0 TMoaymiedky. B Bo3pacte or 2 10 6 MecsieB HEOO0XOIUMO
nepeBopavrBaTh peOeHKa Ha O0YOK M Ha KMUBOTHUK. B Bo3pacte ot 6-12 mec. o0y4yaTh marueHTa
CaMOCTOSITEJIBHO CUJIETh.

[IporHo3: MHorue GojipHBIE ¢ TpUcOMHEN 21 COCOOHBI )KUTh CAMOCTOSTEIBHO, CO3/1aBaTh
CEMbH, OBJIAJIEBAaTh HECIOKHBIMU IPO(ECCUSIMU MPU HATUYUU CIIEHHUATIbHBIX METO/I0B 00yUEeHUS 1
YKpeIIeHUs 3[0pOBbs, IPABUILHOTO MUTAHUSA U YXOJa.

Cunapom Ilaray (tpucomus no 13-t xpomocome) Brnepsbie onucad B 1960 r. K. Patau ¢
coaBTOpaMH y JneTell ¢ mopokamu pazButus. Yactora 1: 6 000 HOBOPOXIEHHBIX, MAJIBUYUKH U
JIEBOYKH MOPAXKAIOTCS OJTMHAKOBO YaCTO.

Oxkomno 80-85% Bcex cimydaeB 3a0oJieBaHUSI OOYCJIOBJICHBI HEPACXOXKIECHHEM XPOMOCOM B
Melo3e. BeposATHOCTh BO3HMKHOBEHHMS TaKMX MYTAallUd YBEJIMYHMBACTCS C BO3PACTOM MATEpH.
Kapuortum: 47,XX,13+ nnu 47,XV,13+. 15% ciydaeB - pe3yabTar TpaHCIOKauu 13- XpoMOCOMBI
Ha Xpomocomy rpymmbl D. Penko BcTpedaroTcs Opyrue LUTOJIOTHMYECKHUE CIIydau: MO3aHIM3M,
M30XPOMOCOMBI, JPyTrue TPAHCIOKAIUH U T. 1.

Xpomocoma 13 HamHOro KpynHee 21-i XpOMOCOMBI, U €€ TPUCOMUS BBI3BIBAET 3HAUUTEIHHO

0oJiee TsoKeble CTPYKTYpHBIC U (YHKIIMOHATbHBIC HapyieHus. {151 6epeMEeHHOCTH TaKUM TUIOJOM
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xapakTepHbsl B 50% ciiyuaeB MHOToOBOJME€ M yrpo3a Bblkujblma. Poabl HactymaroT Ha 36-38-ii
Hezene.

®enorun cunapoma Ilatay: MHOXKECTBEHHbIE BPOKICHHbIE MOPOKU Pa3BUTHS TOJIOBHOTO
Mo3ra u juna. Mukponedanus. B TemeHHONH 005acTH - y4acTOK OTCYTCTBHSI KOXH 10 1 cM B
nuamerpe. JIoO CKOILIEHHBIN, I1a3Hble HIeNN y3KUe, IepeHOoCHIa 3alaBlias, Ija3a HeJOPa3BUThI C
IIOMYTHEHHEM DPOTOBHIIbI, YIIM PACIOJIOXKEHbl HU3KO U JePopMUpOBaHbl. TUINHYHBIA NpPU3HAK
cuaapoma Ilatay - JBYCTOpOHHHME paciIeNMHBI BepxHed TyOl u Heba. JIBycTOpOHHSS
MOJIMJAKTHIIMSL Ha pYKax, (PIEKCOpHOE II0JIOKEHUE KUCTeH, NedeKThl Meperopojiok cepaia,
HE3aBEpUICHHbI MOBOPOT KUIIEYHMKA, AE(PEKThl MOJHKETyIO0YHON jkene3bl u mnedeHu. [louxu
yBEJIMUEHBl B pa3Mepax, NOJMKHCTO3. HeomymieHue smyek (KpUOTOPXU3M) U HEIOpPa3BUTHE
[I0JIOBOTO WiI€HA Y MAJIbYMKOB, YABOCHHUE MAaTKU U BJIarajuilia y JI€BOYEK.

Jleuenune pereit ¢ curapomom Ilatay Hecnenuduueckoe. OmnepaTuBHOE JIeUEHUE
BPO’KJICHHBIX MOPOKOB Pa3BUTHS, OOIIEYKpEIUISIOLIee JIeYeHHE, MPOPHIAKTUKAa THPEKIUOHHBIX U
MPOCTYAHBIX 3a00sieBaHUN. THIaTenbHBIA yXOJ 3a TaKUMHU NalMeHTaMH OOJIEr4aeT WX COCTOSHUE,
MpenynpexaaeT HH(OEKIMOHHBIE OCI0KHEHHUSL.

[Iporno3: 95% nereit ¢ curapomom Ilaray ymupator Ha 1-M romy >ku3Hu. OnHAKO
HEKOTOpbIe 00JIbHBIE ¢ cUHAPOMOM [laTay )KMBYT HECKOJIBKO JIET.

Cunapom JaBapaca (tpucomus 18) Obur ommcan B 1960 r. Iloutm BO Bcex ciydasix
perynsipHast Tpucomusi 18-it xpomocomsel. Kapuotun: 47,XX,18+ wm 47,XVY,18+. Mozaurmsm u
TpaHciokanuonHeie Gopmel penku. Yacrota 1:7000. CooTHomieHHE AEBOYEK M MaJbYUKOB C
CHUHApOMOM DjiBapjca cocTaiser 1:3.

®deHoTUI CUHJIpOMa DJBap/ica: MHOXKECTBEHHbIE IIOPOKU Pa3BUTHUS JIMLIA, Cep/lla, KOCTHOU
CUCTEMBI, MOJIOBBIX OpraHoB. JleekThl pa3BUTHS KOHEYHOCTEH, HEJAOPAa3BUTHE OOJBIINX MaJbLEB
PYK M JIy4EBBIX KOCTEH, CTOIBI C BBICTYMAIOLIEH MATKOW U NMPOBUCAHUEM CBOJIa (CTOIA-Kaydaska),
YKOpOYEHHE NEepBOM IIOCHEBON KOcTH. CIIMHHOMO3TOBBIE I'PhIKU M PACIIEIUHBI BepXHEH TI'yObl,
HeZI0pa3BUTHE IJ1a3 - MUKpodTanbMus. Yepen gonuxonedalnyeckuil, ¢ BbICTYNAIOMUM 3aThLIKOM,
IJIa3HbIE eI KOPOTKHE, HUKHSS YeNIIOCTh U OTBEPCTUE PTa MAJIEHbKHE, YEIIOCTh CKOILIEHA Ha3all,
VILIHbIE PAaKOBHHBI JEPOPMHUPOBAHBI U PACIHOJIOKEHbI HU3KO, CIYXOBOH IPOXOJ Y3KHi, rpyauHa
YKOpOY€Ha, TpydHasl KieTka mupokas. Otrmedaercs (iekcopHoe mosoxeHue kucredl pyk. Ilpu
stom III u IV maneusl npuskatel K JJaJOHU U 4acTHYHO HepekpsIThl II 1 V nanenamu. Meleunsiin
TOHYC BBICOKHMH. JleTu jexar B KpoBaTKe, OTBE/AS I0JIOBY Ha3all, C COTHYTBIMU KOHEYHOCTAMU. Y
MalMEeHTOB C CHHJIPOMOM DJIBapjica - MOPOKHU cepAna (AePeKT MEXOKETyI0UYKOBOW MEPETOPOIKH, B
COUETAaHMM C HEJOPa3BUTHEM KIIANIAHOB AaopThl U JIETOYHOM apTepuu), IMOPOKU pa3BUTHUS

KEITYI0YHO-KUIIEYHOTO TpaKTa (aTpe3usi MUIeBo/ia, HE3aBEPILEHHbIM MOBOPOT KUIIEYHHUKA U T.1I.),
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HeZlopa3BUTHE (TUIIOIIA3US) JIETKUX, CpallleHue MOYeK, YABOCHHE MOYETOUYHUKOB, KPUIITOPXU3M Y
MaJb4UKOB.

VYxon 3a OOJbHBIMM B OCHOBHOM 3aKJIIOYAeTCs B MNPEAYNPEXICHUM HHPEKIMOHHBIX
OCJIOKHEHUH.

[IporHo3: ngetu ¢ cuHApPOMOM DjBapJca yMUpPAOT Ha 1-M TroJay *U3HU OT OCJOXKHEHHH,
CBSA3aHHBIX C BpOXJIEHHbIMU TIOpOKamMu  pa3BuTus  (acukcus, cepAedyHO-COCyaUCTast
HEJ0CTaTOYHOCTh, MTHEBMOHUS, KUILIEYHAs HENPOXOJIUMOCTh). [[si OOJNBHBIX cTapiiero Bo3pacra
XapakTepHa riy0okas yMCTBEHHAsl OTCTaJIOCTb.

5.2 HAUCJIOBBIE AHOMAJIMHU ITOJIOBBIX XPOMOCOM

Yacrora nmonucomun 1mo X- wid Y-xpomocomam - 1,5:1000-2:1000. B ocHOBHOM 3TO
nosmmcoMu XXX, XXV u XYV, 25% - MO3an4HbIE TUIILI IIOJTHCOMHH.

OOmiass KIMHUYECKas: KapTUHA: HapyLIeHHE I10JO0BOr0 pPAa3BUTHS M HE3HAUUTEIbHOE
CHI)KEHHME UHTEIJIEKTA.

CHHIpPOMBI MOJIMCOMUU X-XPOMOCOMBI BKJIIOYAIOT B ceOs Tpucomuio X (KapuoTHN -
47,XXX), terpacomuio X (48,XXXX), menracomuto X (49, XXXXX). HomomHuTenbHbie X-
XpOMOCOMBI HMHAKTUBHPYIOTCS, IOITOMY TaKH€ IaTOJIOIMYECKUE COCTOSHHUS COBMECTHMBIE C
KU3HBIO.

Tpucomust X-XpoMOCOMBI CpeId HOBOPOXKIEHHBIX neBoUYeK cocTaBigeT 1:1000. YKeHuiuubl
¢ kapuotunoM XXX B NHOJHOM WJIM MO3aHYHOM BapuUaHTE MMEIOT HOpPMallbHOE (DH3HYECKOe U
ncuxuyeckoe pasButue. OOBSCHSETCS 3TO TEM, 4YTO B KIETKax JBe X-XpOMOCOMBI
reTepoOXpOMaTUHU3UPOBaHbI, a (YHKIHMOHUPYET OJHA, KaK y 3/0pOBOM KeHIIUHBL. OIHAKO IpH
TpUCOMHUU X C BO3pPacTOM YBEIMYMBACTCSI PUCK BO3HMKHOBEHMS IMCUXMYECKUX 3a00JIeBaHUU.
WuTennexkryanbHoe pa3BUTHE HOPMAJIbHOE WJIM HAa HUKHEH IpaHULIE HOPMbI. Y YacTH >KEHUIUH -
ameHopesi, JUCMEHOpesi, paHHss MeHomay3a. Penko: Mukpouedanusi, Kocoriasue, CKOJIHO3,
BBICOKHI POCT, OecIioaue.

YBenuueHnue yucia X-XpoMoCOM B KapHOTHUIIE COMPOBOXKIAETCS YCYryOJIeHHEM MOPaXEHUs
HEpPBHOM cHCTEeMbI, (OPMHUPOBAHMEM IIOPOKOB pAa3BUTUS U HapylleHUEM (DYHKIUHU TOJIOBBIX
opratoB. [Ipu TerpacoMuu u nNeHTaCOMUHN X-XpPOMOCOMBI: CHM)KEHHE MHTEJUIEKTa OT OIPaHUYHON
YMCTBEHHOW OTCTaJOCTH JIO OJMUTO(PEHUH, YEPEIHO-JIUIEBbIC Tu3MOpdum, aHoManuu 3yOOB,
IIOJIOBBIX OPTraHOB, CyJOPOTH, MIOPOKH PA3BUTHUS KOHEUHOCTEH (MaJIeHbKHE UX pa3Mephl, CpalleHHe
Jy4eBOH U JIOKTEBOM KOCTEH), BPOKICHHbIE IOPOKH Ccep/ilia, HEOOBIUHbIM BHELTHUI BUI.

Tepanus npu CUHIPOME NOJIUCOMUHU MO X-XPOMOCOME CUMIITOMATHYECKas.

Cunapom Ilepemesckoro-Tepuepa. BrepBbie 3TOT CHUHApPOM ObUT ONUCAaH PYCCKUM
yaensiM H.A. llepemeBckum B 1925 1. Yactora 1:3000 HOBOpOXKACHHBIX IeBOYEK. Yaie Bcero
perucTpupyercsi mojiHas MoHocomusi o X-xpomocome (60% Bcex 60nbHBIX), U3 HUX B 80-85%
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ClIydaeB MMEET MaTEepPUHCKOE MpoucxoxkaeHue, a B 15-20% - otmosckoe. He menee 90% 3avatmit
abopTHpyeTCsi CaMONPOU3BOJIBHO.

Kapuotun OosbHBIX BKIIOUaeT 45 xpomocoMm ¢ omHoM X-xpomocomon (45,X0). Kpome
HMCTUHHOM MOHOCOMHH BO BCEX KJIETKaX BCTPEYAIOTCS JAETCIIMH KOPOTKOTO WM JUIMHHOTO Iuieya X-
xpoMocoMbl (46,XXp-; 46,XXq-). Mozauuusm - B 20% cirydaes.

®enortun cunapoma llepemesckoro-TepHepa: runoroHaain3m, HeIOPa3BUTHE IEPBUUHBIX U
BTOPUYHBIX TMOJIOBBIX MPHU3HAKOB, BPOXKICHHBIC TIOPOKU Pa3BUTH, HU3KHUA pocT. [Ipu poxiaeHuu:
KOPOTKas 1Iesi C 30BITKOM KOKH M KPBUIOBHIHBIMHU CKJIAZKAMH, TUM(ATHISCKUN OTEK KHCTEH PYK,
MpEeATUICYnid, CTOT ¥ TOJICHEH. BporkaeHHbIe MOPOKH cep/ilia U movek BerpedaroTcs: B 20% cirydaes.

B noapoctkoBoM Bo3pacte: 3aaepikka pocta pedenka (80% Bcex ciyyaeB HU3KOPOCIOCTH Y
neBouek oOyciosiieHbl cuHjapoMoM lllepemesckoro-Tepuepa). Poct B3pocibix AEBYIIEK C 3TUM
3a0osieBaHueM cocTaBisieT B cpenHeM 135-140 cm. YV neBouek 12-14 ner BelpaxkeHa 3aJepiKKa
IIOJIOBOTO Pa3BUTHSI, TEIOCIOKEHHE KOPEHACTOE, Ha KOYKE YaCTO MHOXKECTBO POJUHOK, [10100POI0K
BBICTYIIA€T BHM3, YIIU PACIOJIOKEHbl HU3KO, Il IIMpOKas M KOPOTKas, MHOrAa 1o OokaMm ee
PacroJIOKEHbI KOJKHbIE CKIIAJIKU - IITEPUTUYM», HU3KUI POCT BOJIOC HA 33JHEW MOBEPXHOCTH LIEH.
Jedbopmarnuu ckenera: rpyaHas KIETKa IIMPOKas, «IIMTOOOpa3Hasy» WM «BOPOHKOOOpa3zHas,
BAJIbI'YCHOE IOJIOKEHHUE MpeAIIeunid U rojaeHeil u ap. MHTennekTyaabHoe pa3BUTHE MALUEHTOK C
OJIM3KO K HOpME, XapaKTepHbl HH(AHTUIBHOCTh ¥ CHUKEHHE [T03HABATEIbHBIX CIIOCOOHOCTEM.

Mo3anunble  Qopmbl  3a00JieBaHUS  XapaKTEPU3YIOTCS  CTEPTHIMU  KIMHHUYECKUMH
MposiBIIEHUsAMU. YacTh TakuX OOJBHBIX MMEIOT HOPMAJIBHOE WJIM HEMHOIO 33JIep KaHHOE I0JIOBOE
pa3BUTHE, PETYISPHbIE MEHCTPYaLlUH, MOTYT UMETh IOTOMCTBO.

JleueHnne KOMITJIEKCHOE, HAIIPABJICHO HA UCIIPABIICHUE UMEroIXcsa anomanuid. Jlo 12-14 net
JIeBOYKAM MPOBOJIUTCS Teparusi, Koppurupymomas 3aaepxky pocra. C 13-14 ner - ropmoHaiibHOE
JIeYeHUE IMpernapaTaMM >KEHCKMX IIOJIOBBIX TOPMOHOB, KOTOpbIE€ BBI3BIBAIOT (OPMHUPOBAHUE
BTOPUYHBIX IOJIOBBIX MPU3HAKOB U MEHCTPyaJbHOIO LMKJIA. OnepaTuBHOE JIEUEHUE BPOXKIACHHBIX
MIOPOKOB Ppa3BUTHs, IUIACTUYECKass XUPYprusi — KOPPEKUUsS KOCMETHUECKUX HapyIIeHHH.
[IpoBoauTCs ncuxoTepamnus.

[IporHo3: coBpeMeHHas TOpPMOHAIbHASI TEPANIUU U SKCTPAKOPIIOPATIBHOE OIJIOJOTBOPEHHE C
HCIIOJIb30BAHUEM JIOHOPCKOW SANLEKJIETKH JAal0T BO3MOKHOCTbH POKJEHHUS 3/I0pOBOrO pedeHKa
KEHIIMHAM, UMEIOIIMM MOHOCOMHUIO IO X-XPOMOCOME.

Cunapom Kunaiingeantepa. Bnepsoie Obi1 ommcan B 1942 r. Yacrora 1:500-700
HOBOpOkJIeHHBIX. Okojio 80% Bcex ciyuaeB 3a00sieBaHMsI CBSI3aHbI C IPUCYTCTBUEM B KapUOTHUIIE
nonoiHuTenbHOU X-xpomocoMmbl (47,XXVY). V Takux MajlbYMKOB MOXHO OOHApYXUTh Telblia
bappa B 15-25% snutenuanbHbIX KJIETOK CIM3UCTON ILIEK, y IPYIMX MAalUEHTOB PETUCTPUPYIOTCS
MO3au4HbI€ (OPMBI.
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®enotun Gopmupyercs Kk 12-15 rogam - Hemopa3BUTHE SUYEK W BTOPHYHBIX MYKCKHUX
MIOJIOBBIX MPU3HAKOB, YBEIMYMBAIOTCS MOJIOYHBIE Kelie3bl - TMHeKoMacTus. PocT Bojoc Ha muie
CKYJHBII, rojloc coxpaHsieT BbICOKUN TemOp. TenocnokeHune (EeMUHHU3UPOBAHO C OTIIOKEHHEM
KUpa Ha Oeapax M B HUKHEH YacTu KMBOTAa. B pe3Ko yMEHBIIEHHBIX SIMYKaX - a300CHEPMMS,
onurocniepmusi. Croiikoe Oecruiogue. bosibHBIE BBICOKOTO pocTa € JAUCHPONOPIHMOHATBHO
JUIMHHBIMH HWKHUMHM KOHEYHOCTSIMH, CKOJIMO3, Jedopmanus TpynHoil kierku. Karapakra,
CHIDKEHHME CJIyXa, BpPOXJCHHbIE MOPOKH Cep/lla, BapUKO3HOE pacIiUpeHHe BEH. YMCTBEHHAs
OTCTaJOCTh JIETKOW CTENeHH WM HEyCTOMYMBOCTh BHHUMAaHUS, IOBBIIIEHHAS YTOMJISIEMOCTbD,
MOBBIIIEHHAs BHYIIIAEMOCTb, CHI)KEHNE MHUIIMATUBHOCTH, HE3PEJIOCTh CYKICHUM.

CreneHp TSXKECTH YMCTBEHHOM OTCTaJOCTH pPAcTeT C YBEIMUYEHUEM yucia X-XpOMOCOM B
kapuoturie (6oapHbIe ¢ 49, XXXXY cTpaaaroT riry0oKoi onurodpeHueii).

B neyeHuu manMeHTOB MCMONB3YIOT NMpenaparbl MYXKCKHX IOJIOBBIX TOPMOHOB, KOTOpBIE
KOPPETUPYIOT BTOPUYHBIE I[IOJIOBbIE€ MPU3HAKM, HO HE MPHUBOAAT K BOCCTAHOBJICHUIO
criepMaToreHesa, 00JpHbIe UMEIOT CTOMKOE OecIioue.

Cunapom jaucomum mo Y-xpomocome (kapuwotun 47,XVY). UYacrora 1:1000
HOBOPOJKJIEHHBIX MaJb4MKOB. Pexe peructpupyrorcss tpucomuu Y-xpomocoMsl (48, XVVVY) u
TeTpacoMuu Y-xpoMocoMsl (49, XVVVYVY).

®enortun: (u3nyueckoe U yMCTBEHHOE DPAa3BUTHE B OOJBIIMHCTBE CIy4aeB HOpPMAaJbHOE.
3aMeTHBIX OTKJIOHEHUH B NOJIOBOW M 3HJOKPUHHOM CHUCTeMax HeT. Takue MyXUHMHbBI MOTYT UMETh
nerei. Jlnsa 35% mnamueHToB ¢ monMcoMuerl Y-XpoMOCOMBI XapaKTepHbl YCKOPEHHE pPOCTa B
JIETCKOM BO3pacTe, BBICOKMU POCT y B3POCIOTO - HE HUWXE 186 cM, yaIMHEHHE KOHEUHOCTEH,
rpyOble uYepThl JIMIIA, BBICTYMAlOIIME HAJOPOBHBIE OYyId M IMEPEHOCHE, YBEIWYEHHAs] HUKHSAA
YeJtoCTh, OOJbIINE YIIHbIE PAKOBUHBI, ATOJOTUSI KOJEHHBIX M JIOKTEBBIX CYCTaBOB, HapyllE€HHE
MOBEICHUS (arpecCUBHOCTb, ACOLMANIbHBIE MOCTYNKH). Y HEKOTOPBIX OOJBHBIX C BO3PACTOM
pa3BHUBAIOTCS MM30(QpeHus U snuiencusa. YacTto perucTpupyercs yMCTBEHHAs! OTCTaJIOCTh, CTENEHb
TSYKECTH KOTOpPOM 3aBUCHUT OT KOJIMYECTBA Y-XpOMOCOM B Kapuoture. Yem ux Oojblie, TeMm
3HAYUTENbHEW HHTEIJIEKTyalIbHasl HE0CTaTOYHOCTb.

Jleuenue npu nucomuu mno Y-xpomocome yamie He TpeOyercs. Ilpu Hanuuumu nokazaHui
MIPOBOJISITCSI TOPMOHOTEPAIHS IPU HENOPA3BUTHUH FEHUTAINHN, IPOTUBOCYIOPOKHAS Tepanus U T.1.

5.4 CTPYKTYPHBIE AHOMAJIM1 XOMOCOM (XPOMOCOMHBLIE ABEPPAILINN).

CTpyKTypHblE aHOMAJIMM XPOMOCOM HECYT MEHbIIMHA T'€HHbIN aucOajaHc, 4YeM TPUCOMUH,
[I0O3TOMY OHU OIMCAHBI Y KUBBIX JETEH ISl BCEX TUIIOB ayTOCOM.

CHHIPOM «KOIIAYbero KPHMKAa» - Jellelus KOPOTKOro Iuleya OJHOW M3 5-il mapsl
xpoMmocoMm (5p-). 3aboneBanue ommcano B 1963 1. JIx. Jlexxenom. COOTHOIIEHHE MYKUYHH H
xenuH - 1:1,3. Kapuotun 46,XX,5p- umn 46,XVY,5p-. Hactota 1:45 000.
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@deHoTUI: HEOOBIUHBIM IJIa4y, HAaNOMHUHAIOIIMK TpeOOoBaTENbHBIM KOIIAYUN KPUK HWIIH
MSAYKaHbE, HM3-32 CYXEHHUS TOPTaHHU, MATKOCTH XpsAlLIEH, MEHbIIUX pa3MepoB HAArOpPTaHHMKA,
CKJIaJ4aTOCTU CIAM3UCTOM oOoJyouku. JlyHooOpa3Hoe IHIIO0, TUIEPTENIOpU3M, MHKpouedatus,
MUKpOT€HHS, IMHUKAHT, BBICOKOE HEDO, MIOCKas CIMHKA HOCA, aHTUMOHTOJIOMJHBIN pa3pe3 rias.
Mpieunsiit ToHyC cHUKeH. C BO3pacToM pebeHKa cielMPpUUecKuil KpUK U MbIIIEYHasi TUIIOTOHHUS
ucye3aroT. BpoxaeHHbIe MOPOKH cepllla U HEKOTOPBIX APYTUX BHYTPEHHHUX OPraHoB. 3aJepiKKa
YMCTBEHHOTO M (PU3UYECKOTO pa3BUTUs, MUKpolledanus (Majible pa3Mepbl ueperna), Kocorjasue,
aTpo(us 3pUTEIIbHBIX HEPBOB, N3MEHEHNE CETYATKU.

[IporHo3: NpoI0IKUTEIBHOCTD KU3HU 3aBUCUT OT TSXKECTH IMOPOKOB BHYTPEHHUX OPraHoB,
MEIUIIMHCKOM moMoiu. bolbIIMHCTBO OOJIBHBIX YMHPAIOT B MEPBbIE TOAbI )KHU3HU OT ITHEBMOHUH
WM CEpIAEYHO-COCYUCTON HEAOCTATOYHOCTH, HEKOTOpbIe pocTthraroT 10-jyeTHero Bo3pacra.
Enunanne! nocturarot 50-netHero Bo3pacra.

Cunapom Ilpanepa-Bunim (y My>KuuH) ¥ CUHIpOM AHreiabMaHa (y KEHIIHH)

Kapuortum 46,XX,-15p nmm 46,XVY,-15p.

@DeHOTUI: MbIIIEYHAs TUIOTOHUS, TUIIOTOHAJAM3M, OXHPEHUE, YMCTBEHHAs OTCTaJIOCTb,
MaJleHbKHE KUCTH U CTOIIbI, MUKpOLle(aus, BBICOKOE apKOBUAHOE HE0O, Kapuec, MUKpPOJIOHTHS,
TUNOIJIA3usl  ylled, CKOJMO3, CHHJIAKTWUJIUS, IIOoNepevHasl JIaJOHHas CKJIaJgKa, HapylIleHHe
KOOPJAMHAIIUY JABUKEHUH, CyJOPOTH, CaXapHbIi 1UadeT.

Cunapom Bouabda-XupmxopHa (yacTUuHas MOHOcCOMHUSL -4p) - JAelenus cerMeHTa
KOpoTKoro 1uieda xpomocomsl 4. Hactora 1:100 000.

@DeHOTUIl: MHOTOYMCJICHHbIE BPOXKAEHHBIE IOPOKH, 3aJepkKKa (U3UYECKOTO U
IICUXOMOTOPHOI'O pa3BUTUs. BHyTpuyTpoOHas ruroruiasusi: Macca Tejla JeTed Mpu pOKICHUH -
2000 r. Muxkpouedanusi, KIFOBOBUIHBINA HOC, TUIIEPTEIOPU3M, JUKAHT, AHOMAJIbHBIE YIIH (4acTO C
[IpeaypUKyJISIPHBIMU CKJIQJKaMU), PAacIENUHbl BepXHell Iy0bpl 1 HEOA, aHOMaIMM TJIA3HBIX A0JIOK,
AHTUMOHIOJIOMJIHBIM pa3pes3 ria3, MaJIeHbKUI pOT, TUIIOCHAIUs, KPUITOPXU3M, CaKpajbHas sSMKa,
nedopmars CTom 1 JIp.

Hapsiny ¢ nmopokamu pa3BUTHS HApyXHBIX opraHoB Oozee uem y 50% nereil nmerorcs
MIOPOKU BHYTPEHHUX OpraHoB (cepaua, noyek, XKKT).

[IporHo3: )XM3HECTTOCOOHOCTH JAETEH Pe3KO CHUKEHA. BOJBIIMHCTBO YMUPAIOT B BO3PACTe 10

1 roga. Onrcan nuib 1 60716HOM B BO3pacTe 25 jer.

5.5 TECTOBBIE 3AJJAHUA 110 TEME « XPOMOCOMHBIE CUHIAPOMBID».
Br16epute o1uH U3 IpeyIoKEHHBIX OTBETOB
1. XPOMOCOMHBIE AHOMAJINN, HE BCTPEYAIOIIUECA v
XKNBOPOXJIEHHBIX
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1) TpucoMuu no ayrocomam
2) TPUCOMUHU TIO TIOJIOBBIM XpPOMOCOMaM
3) MOHOCOMUH 110 ayTOCOMaM
4) MoHOCOMUS IO X-XPOMOCOME
2. TEHOMHBIE MYTALIUN
1) nHBepcHuM, TpaHCIOKALUH, TYTUTUKALUH, IETIeLUH
2) NOJUIUIOUINH, aHESYTTIOUNH, TPUTUIOUINH, TETPATUIONINN
3) BHYTPUXPOMOCOMHBIE U MEKXPOMOCOMHBIE ITEPECTPONKHU
3. XPOMOCOMHBIE ABEPPAIINU
1) neneruu
2) nyniauKauuu
3) uuBepcuu
4) U30XpOMOCOMBI
5) Bce BbILLIETIEPEUNCIICHHbBIE
4. TIOJIMTIVIONUA - 9TO
1) yMeHblIIeHHE YKcIa XpOMOCOM B HAOOpe Ha HECKOJIBKO Map
2) TUIUIOUAHBINA HAObOp XpOMOCOM B raMeTe
3) yBenM4YEHHE YKCIa XPOMOCOM, KPaTHOE TaIUIOUAHOMY Habopy
5. OCHOBHBIE I[TOKA3AHUA 1A UCCIIEAOBAHNA KAPUOTHUITIA
1) B anamMHe3€e yMepIHe JeTH ¢ MHOKECTBEHHBIMH ITOPOKAMH Pa3BUTHS
2) XpoHUYeCcKOoe TeueHre 00JIe3HU C HayalloM B JIETCKOM BO3pacTe
3) HeBpoJIOTHYECKHE MPOSIBIEHUS (CYJOpPOrH, CIIACTUYECKHUE MTape3bl)
6. METOJI TOYHOI JIMATHOCTUKH XPOMOCOMHbBIX CUHIPOMOB
1) KTMHUYECKUT
2) nepMarorauduku
3) UUTOTCHETUIECKUI
4) KIMHUKO-TCHEATOTUIECKUIT
5) cnenuduyeckas OMOXUMHUYECKask JUArHOCTHKA
7. OBIIUE MMPU3HAKN XPOMOCOMHBIX CUHZIPOMOB
1) HapyuieHus GpU3n4ecKoro pa3BUTUs
2) yMCTBEHHAsl OTCTaJOCTh, BPOXKJIEHHBIE IOPOKU pPa3BUTHSA, COKpALICHHE
IPOJIOJKUTENBHOCTH HKU3HU
3) cienuduyecKuii 3amax MO4H, 1MoTa
8. CHUH/IPOM JIAYHA SBJISAETCSA PE3YJIbBTATOM
1) perynsipHOii TprCOMUU
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2) TpaHCIOKaIU1
3) Mo3anIm3Ma
4) Bcero BbIIIENEPEUUCIEHHOIO
9. IJI1 XPOMOCOMHOM TIATOJIOTMU XAPAKTEPHBI TPVEBIE IIOPOKU
PA3BUTUA
1) na
2) Her
10. TOPMOHAJIbHA S TEPAIINA TIPUMEHSAETCA
1) mpu cunapome Jlexena
2) npu cunjpome Ilatay
3) npu cunapome Kiaitndpenbrepa

4) npu cunpome DaBapca

6. HACJIEACTBEHHBIE BOJIE3HU C ITPOI'PEAMEHTHBIM TEUEHUEM
6.1 HACJIEJICTBEHHBIE 3ABOJIEBAHU ST HEPBHOU CUCTEMBI (HEMIPO®MIEPOMATO3,
CUHAPOM JIVU - BAP, BOJIE3Hb XAPTHAIIA)

Heiipogudbpomaro3 - 3aboneBaHue, XapakTepusymoiuecss  Helpodudpomamu,
HEBpUHOMAaMHU, TeMaHruomMamMu u jauM@anruomamu. [Ipu 1 Tune BbIsSBIEHBI MyTalMd B T'€HE
HelpoduOpoMuHa ¢ JIoKaau3anuel B KOpOTKOM Iuieue xpomocomsl 17q11.2, mpu 2 Tune - Myrauuu
B reie MmepiuHa 22ql2.2. Benuuuna rena - 350 000 nmap HykneoTuaoB. Tum HacneaoBaHus -
ayToCOMHO-1oMUHaHTHbBIN. YacTtoTa 1:3500 HOBOpPOKIEHHBIX.

Knunuka: 1. CBeTyio-KOpUYHEBbIE NMUTMEHTHbIE ISTHA LBETa «KOPE C MOJOKOM», Ha
TYJIOBHULIE, IeU. Y JEeTel UX JOJDKHO OBITh HE MEHee 5, a AuaMeTp He MeHee 5 MM. Y B3pOCIbIX -
He MeHee 6, a quamerp - He MeHee 15 mm. 2. Pemaromuii npusHak - Hanuuue 2-X Helpopudpom
mo0oro Tuna u 6osee uiM oHOM miekcudopmHol Helipopudpomsel. HelipodruOpombl BO3HHKAIOT
Ha JJI0OOM y4YacTKe Teja, 3aXBaTbiBas KOXKHbIE HEPBbI, 10 XOJy HEPBHBIX CTBOJIOB, 3aXBaThIBas
KpYIIHbIE HEPBbI U HEPBHbIE CIUIETEHUS (IIeKCUPOopMHBIE HelpoduOpombl). 3. MHOKECTBEHHBIE
MUTMEHTHBIE MATHA B MOJMBIIIEYHON SIMKE, MaXOBOW 00JAaCTH, B €CTECTBEHHBIX CKJIAAKaX KOXKHU.
Bo3HukaioT B 1€TCTBE, KOJIMYECTBEHHO OLIEHUTH TpyAHO. 4. KocTHble n3MeHeHUs (KHU(POCKOINO3,
MPUIOJHATHIE JIONATKH, TUCIUIa3Hsl KpbUla KIMHOBUIHOW KOCTH, BPOXIACHHOE HCKpPHUBIICHHE,
acUMMETpUs WIM YTOHYEHHE TpyOuaThIX KOCTEH, 4YacTbleé NEepeOMbl, JIOKHBIE CYCTaBbl,
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ICeBA0ApPTPO3bl). Jlucruiasust Tia3HULBl coyeTaeTcs ¢ IUIeKCU(OPMHBIMU Helpodudpomamu,
KOTOpbIE MOTYT pPacIpOCTpPaHAThCS Ha BUCOYHBbIE 0OjacTH. 5. I'mMomMa 3puTenbHOrO Hepsa. 6.
V3enku Jluma Ha pamgyxHO#M 000JI0YKE, HE BIUSIOIINE HA 3PEHUE, MOSBISIOTCS MOCIE MOJOBOTO
co3peBanus. [ ux oOHApY)EHUS MMOJB3YIOTCS mieNieBoi Jammoi. 7. Hanuuue Heitpodudpomarosa
Yy POJICTBEHHUKOB | CTeneHu poacTBa. 8. YMCTBEHHAsl OTCTAJIOCTh, CYJOPOTH.

JluarHo3 BBICTaBJISIOT HAa OCHOBAHMM AaHAMHE3a, KIMHUYECKON KapTHHBI, JaHHbBIX
PEHTIE€HOJIOTHYECKOTO ¥ MOp(doornyeckoro (Ouorcus) 00cieI0BaHus.

Jleyenue: onepaTtuBHOE yaajaeHHe OOJIE3HEHHBIX, U3bA3BICHHBIX WM MAJTUTHU3UPOBAHHBIX
OIYXO0JIEH, 3aTPyIHSAIOUIUX JBUKEHHUE, CIABIMBAIOIINX OPraHbl.

[IporHo3: 6maronpusSTHBIN, TPYIOCIOCOOHOCTh IPU 04aroBoi (popme HacTymaeT peako, Npu
pacnpoCTpaHEHHOM IPOLIECCE - PE3KO CHIKAETCA.

JUis  mpoduiIakTUKU [pOrpeccupoBaHMsl OOJIE3HH PEKOMEHJYeTCs MpeaoTBpalLIeHUE
CIIy4ailHOM TpaBMaTH3allMM OIYXOJIEBBIX Y3JIOB. bonbHbIE HEWpohuOpOMaTo3oM HE JIOJIKHBI
MO/ABEPraThCsl MHCOJISILIUY, CTPECcaM U MepeyTOMIICHHUIO.

HuddepenunanbHpii TUarHo3: TyOEpO3HBIN CKIEPO3, Ipyrue GakoMaTo3bl.

Cunapom Jlyn-bap  (aTakcus-TeNeaHTHOIKTa3us) -  HEHPO-PKTOME30IepMaibHas
JUCILIA3HSL.

MyranTtHbiii TeH ATM nokanuzoBad B 11q22.3. Tum HacienoBaHUsl - ayTOCOMHO-PELIECUBHBIM.
Yacrota - 1:300000.

MuHuManbHble JUAarHOCTMYECKUE IMPU3HAKH: TENEeaHTMOAKTa3UM, MO3KEUKOBas aTakcus,
CHI)KEHHE UMMYHOJIOTHYECKON PEaKTUBHOCTH.

Knunuka: sKcnpecCUBHOCTh MYTAaHTHOTO T'€Ha IMPOSBIIAETCA MOJUMOPPHU3MOM BapHAHTOB
pa3BUTHUsI U TedeHUs 3alosieBaHus. 3abojieBaHME HAaYMHAETCd B paHHEM BO3pacTe, IEpBbIE
CUMIOTOMBI - HapylIeHHE IOXOJKH, HEJIOBKOCTh IBMKEHHI. 3aTeM pa3BUBAaeTCS MO3KEUKOBAS
atakcus (100%), ormedaercst Apo>kaHUE TOJOBBI M TYyJOBHUINA, obOmas ciadocts. K mkoibHOMY
BO3pacTy OOJIbHBIE IIE€PECTAIOT CAMOCTOSITENIbHO XOJUTh, OOCIY)XHMBaThb Ce€0sl, MOSIBJISAIOTCS
BBIPAKEHHBIE MO3KEUKOBBIE CHMIITOMBI — MHTEHLUMOHHBIH TPEMOp, aaUaJ0XOKHHE3, MbIIICYHAas
TUIOTOHMSI, CKaHAMpOBaHHas pedyb. Hepeako oTmedaroTcs SKCTpanmupaMuHble THIEPKUHE3bl B
JTUCTANBHBIX OT/IEJIaX KOHEYHOCTEW, HOCSIIHE aTeTOMIHBIA WM XopeagopMHbIi xapaktep (90-
100%). B TspkenmbIx ciydasix - CKOBAaHHOCTb JBIDKCHHM, OJMTOKHHE3Ws WK OpanukuHesus. B
JaJibHENIIEeM HapyllleHHe KOHBEPreHIIMU U OIpaHUYEHUE IBUKEHUH IJ1a3 B CTOPOHY U KBepxy (80-
90%), nucrarm (90-100%), xocoriasue, mNCeBAOOPTAIBMOIUIETHS, OyiabOapHbIE HapPYILIECHUS,
runopeduiekcuss M AU3apTpUs. YMCTBEHHass OTCTaJIOCTh, PAaCCTPOWCTBA HEHPOIHAOKPUHHON
cucteMbl. B Bo3pacte oT 2 10 6 JIeT MOSIBISIOTCA TEJICAHTHOAKTA3UU KOXKHM, KOHBIOKTHUBBI H
CIIU3UCTON 000JIOUKU TBEPJOro U Msrkoro Heba. [laTosorus npIxaTeslbHBIX MYyTEH: YacThle OCTPbIE
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pecnupaTopHble 3a00J€BaHusl, CUHYCUThI, THEBMOHUHU (60-80%), mPUBOJAT K CHIXKEHUIO (DYHKIIMMA
BHEIIHEr0 JbIXaHUs, PA3BUTHUIO aTEJIEKTa30B, THEBMOCKIEpO3a U OpoHX03KTa30B. [loBbIlIeH puck
3JI0Ka4eCTBEHHbIX OOpa3oBanuii, npuyeM B 10-30% mnopaxkaercss TUMQPOPETUKYISpHAs CHCTEMA.
Hapymens! T- u B-kiieTrounble cCTEMBI HIMMYHUTETA, OTCYTCTBYIOT CBIBOPOTOYHBIE IgA, CHUKEHBI
IgG u E. HaGmromaercs: 3anepkka (U3UYECKOTO pa3BUTHS, NMUTMEHTHBIC IISITHA, OYaroBas
JENUTMEHTalusl KOXKH, KepaTo3, CKIEpOIepMHUs, CeIMHa, 04aroBas ajolelnus, Koxa cyxas, TOHKasl,
MOBBIIICHHAs! JIOMKOCTh BOJIOC, Horted. OOHapyxuBaroTcs uepThl status dysraphicus —
HE3apoIlleHne TYy)KEeK I03BOHKOB, paciieryieHne Heba, TPk W ap. “‘Manbie” CHUMIITOMBI:
runepcaiuBalys, XapakTepHas 1103a — 00JIbHbIE CUJAT C OIYILIEHHOMN T'0JI0BOM, aMUMHUSI, MEJIEHHOE
[IporpeccupoBanue 3a00JI€BaAHNUS.

JuarHo3: xnuHu4eckas Tpuaga. KpoBe: mucrammarioOynunemusi. POl nucronus
MO3TOBBIX cocymoB. ODI: nuddy3Hsie H3MEHEHHS OMOIIEKTPUUYECKOW AaKTUBHOCTH MO3Ta.
[TneBmonHIIEQanorpadus: arpodust Mopkeuka. [laronoroaHaToMuyecKoe MCCIEIOBaHUE: aIlla3us
WIM THUNOIUIa3usl TUMYyca, JTUM(OY3JIOB U CEJIEe3€HKH, MO3KEUKOBas JereHepauusi (yMEHbIICHHE
kietok [lypkunbe ¢ quctpodueii u arpodueii 6e10ro BEmecTBa; U3MEHEHNE BEH MSTKUX MO3TOBBIX
000JI04eK MO3)K€UKa, aHAJIOIMYHOE COCYAMCTHIM H3MEHEHHSIM Ha KOXK€ M CIM3HCTBIX 000JI0YEK),
auciiiazusi aMYHUKoB. KapuorumnupoBaHue: XpomMocomHble abeppauuu, Tpucomus 16, 19-20
XpOMOCOM.

[IporHo3: HebOnaronpusTHbId. bonbHble normbaroT oT Jjeroynsix uHekuui (50%),
3JI0Ka4e€CTBEHHBIX HOBOOOpa3zoBauuii (20%).

HuddepeHunanbHplii  AMarHo3: arakcus 0e3 UMMYHOAEQUIMTA, HM30JUPOBAHHBIN
UMMYyHOepUIUT IgA.

Boae3snr XaprHama - aMUHOAUMIYpHs, XapaKTepU3YIOLIAsAcs MeUIarporno o0Hon
(OTOUYBCTBUTEIBHON KOXHOW CBIBIO U TPEXOJslield MO3KEUKOBOM arakcuel, cojepiaHue
TpuntodaHa B KPOBU HE yBEJIMUYECHO. MyTaHTHBIN IeH JoKanu3oBaH B SplS. Tum HacimenoBaHus -
ayrocoMHO-peniecuBHbIi. Yactora 14219 (CILA).

[TaTtorene3: nedexr TpaHCIOPTHOM (YHKUIMM KIETOK CIM3UCTOW KHUIIEYHHKA U
MPOKCUMAJIBHBIX OTJEJOB IOYEYHBIX KaHAJbLIEB, B pe3yJlbTaTe Hapyllaercs ancopouus
TpunTodana 1 OOJIBIION I'PYNIbI IPYIrMX MOHOAMHUHOKapOOHOBBIX AMUHOKHUCIIOT C HEHTpaibHOMH,
apoMaTH4YeCKOW U TeTepOlMKIMYECKUMU LensMu. Pa3BuBaeTcss HHAOTEHHBIH  AeQUUIUT
HUKOTHMHOBOW KHUCIOTHI. He BcocaBmmiicst Tpuntodan paspymiaetcsi KAIMEYHOH MUKPODIOpOH ¢
00pa30BaHUEM MHJIOJIbHBIX COEIMHEHUH, CIIOCOOHBIX OKpalIUBaTh MOYY B FOJIyOOi LIBET.

MuHuManbHble JWAarHOCTUYECKHE MPU3HAKU: HW3MEHEHMsI IICUXUKH, crenuduyeckas

runepaMuHanuaypus, Goronepmaros, 6011 B )KUBOTE.
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Knunuka: Manudecranus B nepBble MeCSLbl KU3HU, C BO3PACTOM KIMHUYECKAsh KapTHHA
yMmeHblnaercs. IloBbllIeHHAsT YyBCTBUTENBHOCTh KOXKU K Y@ Jydyam — MOSIBICHHE THIIEPEMUH,
LIENTYILIEHUs, My3bIpel; KOKHbIe U3MEHEHHsI HallOMUHAIOT resuiarpy. HepBHast cuctema — arakcus,
XOpeo(QOPMHBIN TUIEPKUHE3, UHTEHIUOHHBIN TPEMOp, MOBBIIMICHHE MEPUOCTAIBHBIX PEQIIEKCOB,
HUCTarM, HapyueHue koHBepreHuuu. Ilcuxuka — gempeccus, runojguHamus, Qoouw,
TJUTIONUHALMN, YMCTBEHHAs! OTCTaNOCTh. CKIOHHOCTh K KOJUIAIITOMIHBIM COCTOSIHUSIM, CHJIBHBIM
roJIoBHbIM 00J1siM. bosu B skx1MBOTE, Tnapest, renaToCciiieHOMErajius, OCTE0NOPO3.

JluarHo3: reHepaau30oBaHHAs T'HIEPAaMUHOALUIYpUS O€3 TMOBBIINICHHS AMHHOKHUCIOT B
KpPOBU; IMOBBIIIEHHOE BBIJECIIEHUE C MOYON MHIOJIBHBIX COEJUHEHMH; OTCYyTCTBUE TpUNTO(aHa B
KpoBU. J{MarHocTUYECKUil TeCT: BBEJIEHUE aHTUOMOTUKOB IIUPOKOT0 CHEKTpa NEHCTBUS MPUBOJUT K
MOJIHOMY IIPEKPALIEHUIO IKCKPELIMH UHJIOJIbHBIX IPOIYKTOB C MOYOiA.

Jledenue: pasrpy3ouHble (pyKTOBO-CaxapHbI€ JHU, 3alIUTa OT MHCOJSLMH, HUKOTUHOBAs
KHCJI0Ta, HUKOTUHAMUJI, BUTaMUH Bg.

[IporHo3: ¢ Bo3pacToM JUisl )KU3HU OJIaronpUsATHBIN.

HuddepeHunanbHplii  IUar€Ho3:  neuiarpa, TpuntopaHypuss C  KapiIuKOBOCTHIO,
runeprpunropaHeMuss ceMenHas, CUHIAPOM ‘“TOJyOOW MelleHKH , ceMEWHas TUIEepPKaIbLUEMHUS C
He(POKAIBLIMHO30M U UHIUKAHYpPHUEH.

6.2 HACJIEACTBEHHBIE 3ABOJIEBAHW A JIETKUX (BOJIE3Hb KAPTAI'EHEPA,
XAMMAHA-PUYA)

boae3sns Kaprarenepa (mepBuuHas UuiIMapHas AUCKUHE3US; CHUHIPOM JEKCTPOKApIUH,
OpOHXO’KTa30B M CHHYCUTOB) - IOJHOE WM YaCTMYHOE OOpaTHOE pacloJIOKEHHWE BHYTPEHHUX
OpraHoB, Mopa)x€HHUe OPOHXOJErOYHON CUCTEMbI (OPOHXO03KTa3bl, JEPOPMUPYIOUINI OPOHXUT) U
MPUIATOYHBIX Ma3yX HOca (MOJMCUHYCUTHI, TIOJUIBI U Jp.). MyTaHTHBIN T'€H JACHEWHA KapTUPOBaH
B 9p21-pl13, 5plS5S-pl4 u 7p21. Yacrora 1:20000-40000. Tun HacneaoBaHus - ayTOCOMHO-
PELIECCUBHBI.

Manudecrauus 3a001eBaHus MPOUCXOAUT y J€TEH B NEpBbIE JHU KU3HHU, Yallle BCEro Kak
ITHEBMOHUSI HOBOPOXKJICHHBIX. VICTHMHHBIN XapakTep NATOJOTUU YCTAaHABIMBAETCS B IIKOJbHOM
Bo3pacTe. Hawanmo 3a0osieBaHusi: OJbIIIKA, OBICTpas YTOMJSEMOCTb, Kallellb C BbIAEICHHUEM
MOKpOTBI, 3aTPyJJHEHHOE JbIXaHHE yepe3 HOC. B 0KOJIOHOCOBBIX Ma3zyXxax BO3HUKAIOT CUHYCUTHI U
KUCTbl. W3MeHeHHsT B JIETKMX HOCAT paclpocTpaHEeHHbI xapakrep. YacTele o0ocTpeHus
BOCIIAJIUTEIBHOIO IMPOLECCa CO CKIOHHOCTBIO K PELMAMBUPOBAHHIO. XapaKTEPHO HaIUYUeE
THOMHOTO SHI00poHXUTA. [IepKyTOpHO - CMElIeHHe TpaHHUI] OTHOCUTEIHHOU CEPACYHON TYMOCTH
BIIPaBO. AYCKYJIbTaTUBHO - TOHBI CE€p/lla MPOCIYLUINBAIOTCS CIIpaBa, B HIDKHUX OTJENax JIETKUX -
00JIbIIIOE KOJIMYECTBO CYXUX U BIIAXKHBIX XpUIloB. Hapyiienue cep/ieuHol AeITeIbHOCTH.

JluarHo3: aHaMmHe3, KIMHUKA, TnapakiuHuka. Ha 003opHON peHTreHorpaguu -
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NEKCTPOKapAus, IOJHOE WJIM YacTUYHOEe OOpaTHOE pacIoJIo)KEHHE BHYTPEHHUX OpPraHoB,
aTeNieKTa3bl MOpPaXEHHBIX JoJied oOoux Jerkux. Ha OpoHxorpammax - HWIMHAPUYECKHE U
CMEIIaHHble OpOHXO3KTa3bl. PEHTreHoJIOrnYecKkoe HCCIEAOBaHUE HOCOIJIOTKU: TaliMOPUTHI,
MAaHCUHYCUTHI U T.J. Da30BOKOHTPACTHOE HCCIENIOBaHHE OHOMNTaTa CIM3UCTON 00OJIOUKH HOCa
u/unm  OpOHXOB: OTCYTCTBHE OWEHUS PECHHYEK (CHUHIPOM «HEHOJBM)KHBIX PECHHUYEKY).
HccnenoBanue GyHKINUY BHEIIHETO AbIXaHUS U OCHOBHBIX F'€MOJUHAMHYECKUX ITOKa3aTesnei.

Jleuenne: OpOHXOSKTa3bl MOAJIEKAT OINEPATUBHOMY JICUEHHUIO, [OJIEBBIE PE3EKLUU
MpEeNNoYTUTEIbHEE  CerMeHTapHbIX.  llpenomepanuoHHas  HOATOTOBKAa — 3aKiO4aeTcs B
OOIIEYKpEIUISIIONIed W MPOTUBOBOCHANUTENBHOM  Tepamuu, caHaiuu JIOP-opranoB wu
TpaxeoOpPOHXUAIBHOIO JiepeBa (MOBTOPHBIE CAHALIMOHHBIE OPOHXOCKOMHHM, a3p030JibHAs Tepamus,
MOCTYPAIBHBIN APEHAXK U JIP.).

boaesnr Xammana-Puua (nuddy3sbpiii mauonatudyeckuil uMHTEpCcTULHATBHBIA (GuOpO3
nerkux, i y3Hbiil GuOPO3UPYIOMINA ATBBEOJUT, HANOMATUYSCKUN (PUOPO3UPYIONTUN aTbBEOJIHT)
— ObicTpo mporpeccupytonuii ¢ dy3Hb  THEBMOPHOPO3 C  pa3BUTHEM JIBIXATEIbHOU
HEJOCTaTOYHOCTH, THUIEPTEH3UH MaJoro Kpyra KpoOBOOOpalleHUsI M JIETOYHOTO Ceplia.
MyranTHblil reH cypdaktantHoro C Oenka jokanu3zoBaH B 10q22.2-q23.1, 8p21, 4q31.1. Tun
HACJIEJOBAaHUS - ayTOCOMHO-I0MUHAHTHBIH.

Manudecranuust KIMHUKH B pa3IMYHOM BO3pacTe, MYKUHHbBI OPAKAIOTCS Yallle.

MuHuManbHble JAMArHOCTUYECKUE MPU3HAKK: CHMITOMBI  XPOHUYECKOW  JIETOYHOM
HEJ0CTaTOYHOCTH, PEHTI'€HOJIOTHYEeCKHEe NPU3HAKU (hrbpo3a JerKux.

Knunnka: Hawano octpoe, ¢ JMXOPaJKOH, KaluleM ¢ MOKPOTOM M OBICTPO HapacTaromien
OJIBIIIKON. B pyrux ciiydasix - HOCTENEHHOE, U MEPBbIA CUMITOM - Aedopmalius najableB B BUIE
O0apabaHHBIX MajlouyeK. AYCKYJIbTaTUBHO: paclpOCTpAaHEHHas 3BOHKAas KpPEMNUTalUs B HUKHUX
oTnenax Jjerkux. Benymue mnpu3HaKu: HapacTamoomlas OJbIIIKA, MaJOMPOAYKTHUBHBIM Kalllellb,
YyBCTBO CTECHEHHU B rpyau. Jlamee HapacTaloT SBJICHUS AbIXaTeIbHOW HEIOCTATOYHOCTH, 1IMAHO3,
MPU3HAKU TUIMEPTEH3UH MAaJloro Kpyra KpOBOOOpaIleHHMsI W XPOHUYECKOrO JIETOYHOIO Cepila,
KpoBoxapkaHbe. [losiBieHue TUX0opaiKky CBSI3aHO C BOSHUKHOBEHHUEM OAaKTepUalbHON THEBMOHUH.

JluarHocTvka: Ha OCHOBAaHMM KJIMHUYECKOM M PEHTIC€HOJOTHYECKOW KapTUHBL. PaHHMMUI
PEHTTE€HOJIOTUYECKUMU TMPU3HAKaMU SIBJISIFOTCSI YCWJIEHHE U JieopMalusl JIETOYHOIO PUCYHKA, B
HUOKHUX U CPEJHHUX OTJIeNax JIETOUHBIX MOJIeH, UX MPO3pPavyHOCTh MOHMKAETCS 33 CUET MOSBJICHUS
MHOKECTBA TSDKUCTBIX TEHEW, UIYLIUX paJualbHO OT KOpHEH K nepudepuu 1no xojxy OpOHXOB U
COCYI0B. XapaKTepEeH CETYaTHhIM, SIMEUCTBIA PUCYHOK, M3-3a pa3pacTaHus COCIMHUTEIBHON TKaHU
BOKpYr J0jeK M auuHycoB. Ilo Mepe mporpeccupoBaHusi mpolecca — YIUIOTHEHUE TEHeH Hu
YTOJIIIEHUE MPUCTEHOYHOM, MEXI0JeBOll W JuadparMaibHOW IUIEBpPHI, BOBJIEYEHHE BEPXHUX
OTJIEJIOB JIETKHUX, MOSBIIEHUE HEUETKUX OYaroBbIX HEOOJBIIMX, cluBaroluxcs TeHed. CHukeHue
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MOABWKHOCTH JuadparMel, oOnutepanus pebepHo-nuadparManbHbix cuHycoB. [lpu  nanexo
3aleieM npouecce no nepupepun JErouHbIX Mojaei MOSsBISIIOTCS KUCTOBUHBIE TIOJIOCTH 10 2-3
CM, C ypoBHEM xuakoctu. Tomorpadus u 6poHxorpadus Mo3BOJISAIOT 0OHAPYKUTh OPOHXOIKTA3bI B
HIOKHEMEIHUAJIbHBIX OTAenax Jerkux. [lpm wuccnenoBanuy (yHKIMM BHEIIHErO JbIXaHUS -
PECTPUKTUBHBIA TUI HapyLIEHUS BEHTWISLMH, CHUXKEHHE NU((Yy3MOHHOW CIIOCOOHOCTU JIETKHX,
aprepuajibHas TUNokcemus. [[s yrouHeHus OuarHosa - HCCIEAYIOT TPAaHCOPOHXMAJIbHBIM WK
TpaHCTOpaKalbHbI OMONTAT JIETKOTrOo, OpOHXOAIbBEOJIIPHYIO JaBOXKHYIO KUAKOCTb. B
nepudepudeckoit KpOBH — YCKOPEHHOE COD, JbIXaTEIbHbIN SPUTPOLIUTO3,
runeprammarjioOyaIuHeMusi, HaJluuue pPEeBMATOMAHBIX M aHTUHYKIEAPHBIX (PAKTOPOB, MOBBILICHUE
ypoBHs Ig A.

Jleyenue: B HayasibHOM (pa3e — TIIIOKOKOPTUKOCTEPOUIbI (IIPETHU3O0JIOH), IPU BHIPAKEHHOM
(¢hubpo3e — NUTOCTATUKH (a3aTHONIPHUH, ITUKIO(ochaMu), KympeHuJI.

[IporHo3: HeOMaronpusATHBIN, CPEaHsS TPOJOLKUTEIBHOCTD KU3HU C MOMEHTA IMOSBICHUS
nepBeIX cUMOTOMOB 4-6 ner. Ilpu CBOEBpEMEHHO HA4YaTOM JIEUEHUU BO3MOXKHO YIy4IlIEHHE
KauecTBa JKM3HU, C COXpaHEHUEM pabOTOCTIOCOOHOCTH.

JuddepeHunanbHblii TUarHo3: TyOepKyJie3, CapKoOuJ03, MHEBMOKOHHO3, ITHEBMOMMKO3,

UM (OTEHHBIM KapLUHOMATO3, Apyrue GuOpo3bl JIETKUX, XPOHUUECKHE JIETOUHbIE 3a001€BaHMsL.

6.3 HACJIEACTBEHHBIE 3ABOJIEBAHN A KPOBU
(AHEMUA MUHKOBCKOI'O-IHO®DAPA, TEMODUIINA)

AHemust Munkosckoro-lllopgpapa (cpepouuros Hac/JeICTBEHHbIH, ceMeliHas
IIAPOBU/IHO-KJIECTOYHAS IeMOJIUTHYECKAS] aHeMMsi). MyTaHTHBII I'€H aHKUpPUHA U CIEKTPUHA
JIoKann30BaH Ha xpomocome 8pll.2. Tun HacmenoBaHus - ayTOCOMHO-JIOMUHAHTHBIA C HEMOJIHOMN
IeHeTpaHTHOCThI0. Yacrora 2,2:10000.

MuHHMalIbHBIE  MATHOCTUYECKUE TIPU3HAKU: JKEITyXa, AaHeMus, CIUICHOMEraJus,
MUKPOCHEPOIUTO3, MOHIKEHHAs OCMOTHYECKAsl pE3UCTEHTHOCTh SPUTPOLIUTOB.

Knunuka: B 50% ciydasx 3abosjeBaHuE MpPOSBISETCS B INEPUOAEC HOBOPOXKIEHHOCTH,
UMUTHUPYSI TEMOJIMTUYECKYIO 00JIE3Hb HOBOPOXAEHHOTO. /[marnos craButcs oObiuHO B 3-10 jer.
TsxecTb KIMHUYECKUX NPOSBIIEHUN BapbupyeT. CTapiiue JIeTH KalyloTcs Ha TSDKECTh B JIEBOM
noapedepre, €1ab0OCTh, YTOMISIEMOCTb, KOTOpbIE BO3HHMKAIOT B IepHOJ Kpus3oB. Poaurtenn
3aMeyalT IMEepUOJAMYECKH BO3HUKAIOLIYIO KEITYXY, 3aJ€pXKKy (PU3HUECKOro pa3BUTHS,
TUIIOTEHUTAIIA3M.

Teuenue 3a0o0neBaHUsI XapaKTEPU3YETCS KPU3aMH 2-X THIOB. | eMOJMTHYECKHN KpuU3
MIPOSIBIISICTCSI HAPACTAHUEM aHEMHH, OJIBIIIKOM, TOITHOTOM, PBOTOM, OOJISIMU B JKMBOTE, aJIMHAMUEH
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U TOBBIIICHHEM TeMmIieparypsl 10 38-40°, remarocruieHOMerajiuei, HOPMOXPOMHON aHeMHEH
(pertukynonuto3 50-60% wu Bbime). AmgacTHUecKUil (apereHepaTopHblil) KpU3 MPOSIBISIETCS
TSDKEJION TMIOXpoMUel, aHeMuel 0e3 PeTHKYJIOLMTO3a U KEITYXU, pa3Mephl CEIe3€HKHU MEHbIIIE,
4yeM MpU reMoJuTHYecKoM Kpuse. JKenTyxa He cOnpoBOXKAaeTcs 00eClBEUMBAHUEM Kajla, TEMHOMN
MOYOM, KOXHBIM 3yJ0OM. XapaKTepHbI: “OallleHHbII~ Yepen, FUIepTeaopusM ria3, reTepoXpoMHUs
panyXKH, IpOrHaTHs, BbIcOKoe He0O0, y3KUe 3yOHbIE Tyr'd, HapylIeHUs pa3BUTHsI 3y00B, 3amajieHue
MEPEHOCHULIbl, KpHUBOILEs, MOJIUAAKTUIUSA, cuHOakTwius. Hepenko Bcerpeuaercss  nedekt
MEXOKENyJOUKOBOM meperopoaku. Ha peHTreHorpamme uepena — 3HAUUTEIbHOE pacIIUpEHHE
JUIUIOUTHYECKOTO IPOCTPAHCTBA C PUCYHKOM THUIIA “IIETKU .

Jluarno3: aHaMHe3, KJIIMHUKA, ApaKJIMHUYECKUE JaHHbIE: aHEMUs, CHEpOLUTO3, CHUKEHUE
CPEIHEro AuaMeTpa U OCMOTUYECKON PEe3UCTEHTHOCTH 3PUTPOIIUTOB, HOPMOOIACTHI.

Jleuenue: HauOoiiee pajuMKaIbHBII METOJ — CIUICHIKTOMHMS, BO3MOKHA C S-JIETHETO
Bo3pacTa. [Ipu kpu3zax — TpaHcy3us SpUTPOLUTAPHON MacChl, UH(Y3UOHHAS Teparusl.

[IporHo3: ams )kU3HU OIaroNpUSTHBIMH.

Hubdepenunanbuplii  AMAarHo3: ¢  JPYrAMH  BHJAMH  TEMOJIMTHYECKHX  aHEMUU
(ayToMMMyHHasi T€MOJIMTHYECKAsi aHEMUSs, HACJEeICTBEHHbIN MHUKpPOC(HEpOLUTO3, HACIEeICTBEHHAs
HechepouuTapHas aHeMHsl ¢ ACQUIMTOM SpUTpoLUTapHBIX (pepmeHToB: [-6-DJII°, riyratuos-
peayKTasbl, MUPyBaTKUHA3bl, TajacceMusi), IpU KOTOpPbIX HE OOHapykuBaercs c(epouluTo3, He
cmemtaercs kpupasi [lpaiic-JI>xonca (HeceporuTapHas aHeMHs) M TIOBBIIIACTCS OCMOTHYECKAS
CTOMKOCTb SPUTPOLIUTOB (TanacceMusi).

I'emoduama - HacieAacTBeHHOe  3a0ojieBaHHMe, KOaryjlomaTHs, XapaKTepus3yercs
3aMEeJUICHMEM CBEPTHIBAEMOCTH KPOBU M TE€MATOMHBIM THUIIOM KpPOBOTOYMBOCTH BCIIEACTBHE
nepunura VII unmm [X nnasmeHHbIX (akTOpoB CBEpThIBaHUS KpoBU. Tum HacieqoBaHUS -
pereccuBHBIN cuerieHHbI ¢ X - xpomocomoit. Yactora 14:100 000 Manp4uKoB.

PanHue KkIuMHWYECKHME MPU3HAKU: TEMaTOMbl HA  BOJIOCHMCTOM  4YacTU  TOJIOBBHI,
BHYTpUYEpENHbIE KPOBOU3IUAHUS, KPOBONOATEKH Ha 10y, KOHEUHOCTSX, AECHEBbIE KPOBOTEUEHHUS,
U3 MPUKYILIEHHOTO $3bIKAa, MEXKMBIIIEYHbIE I'€MAaTOMbl Ha SITOAMIIAX, JJIUTENIbHbIE KPOBOTECUECHMUS
[10CJI€ BaKIIMHALIMH.

JluarHoctuka reMOQMWINMK: aHalu3 TEeHEAJOTH4ecKoro M OWOJIOTMYECKOT0 aHaMHe3a
pebeHKa; BISBICHHE U OLIEHKA CTENIEHH BBIPAXKEHHOCTH I'eMOPPAaruyeckoro CUHApoMa.

Knunuyeckass TuarHocTuka: XapakTe€peH I'e€MaTOMHBIM TUI KPOBOTOYMBOCTH (T€MaTOMBI -
MOAKOXKHBIE M MEKMBIIIEUUbIE KPOBOM3IUSHUS, IOCTEIIEHHO HapacTalollle I0Cie TpPaBMBbl,
riyOoOKHe, HampsHKEHHbIE, CONPOBOXKIAIOUINECS PE3KUM OOJIEBBIM CHHAPOMOM); IeMapTpo3bl -
KPOBOM3JIMSIHUSL B CYCTaBbl (KOJIEHHbIE, TOJICHOCTOIIHBIE, JIOKTEBbIE, IUICYEBBIC, JTy4e3alsiCTHbIE),
MOPAXEHHBIN CYCTaB yBEJIIMYMBAETCS B pa3Mepe, TEIIbIi Ha OIlyIb, 00JI€3HEHHbIH, TPU MOBTOPHBIX
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KPOBOM3JIMSIHUSIX pa3BUBAETCs AeopMalius U KOHTPAKTypa CycTaBa; KPOBOTEUEHUSI U3 CIU3UCTHIX
000JI04€K M PAHEBOW MOBEPXHOCTH NPU MPUKYCHIBAHUU fA3bIKA, NMPOPE3bIBAHUU U CMEHE 3YOOB,
[OCJIE JKCTPAaKUMM 3y0a WIM IpU ONEpaTUBHOM BMEUIATEIbCTBE, BO3MOXKHBI CIIOHTAHHBIE
KpOBOTEUEHHUS, OOBIYHO  OTCpoueHHble (uepe3 1-24  uyaca), yHOpHBIE, JJIUTENbHBIE,
aHEeMU3UPYIOUIUE; BHYTPEHHHE KPOBOTEUEHUS - IMOYEUHBIE, KEIyJI0YHO-KUIIEUHbIE, T'€MaTOMBI
OpIOLIHOM IMOJIOCTH, BHYTPUUYEPENHbIE KPOBOU3IUSHUS, KpPOBOTEUEHHUS IPU OIEPATUBHBIX
BMeEILATENbCTBAX U JIP.

JlaGoparopHasi IuarHoCTUKa: KIMHUYECKUM aHaiu3 KpPOBH, 3HAUMUTEIbHOE YJ/UIMHEHUE
BpEMEHU CBEPTHIBAaHUS IPU HOPMAJIBHOM  KOJMYECTBE TPOMOOLIUTOB, AaKTUBUPOBAHHOE
napluuagbHOe TPOMOOIJIACTUHOBOE BpeMs, BpeMs peKaJbUU(UKALUU IUIa3Mbl, OIpeIeIeHHE

ypoBHEHN (haKTOPOB CBEPTHIBAHUS KPOBH.

6.4 HACJIEJICTBEHHBIE 3ABOJIEBAHU S CEPJIEYUHO-COCY JUCTOM CUCTEMBI
(CUHJIPOM MAP®AHA, HECOBEPILIEHHBII OCTEOT'EHE3)

Cunapom Mapdana - HacneCTBEHHOE 3a00JIeBaHNE COCIMHUTEIbHON TKaHU. MyTaHTHBIN
red ¢uOpumuinHa 1 kaptupoBan B Xxpomocome 15q15-q21.3, arunuunbie ¢Gopmbl cUHApPOMA
Map@dana BbI3BaHbI MyTalUsIMU T'eHa Oelika, TpaHchopmupyromero gakrop pocta 3 (14q24). Tun
HacJea0BaHus - ayTOCOMHO-IoMuHaHTHBIN. YacTtoTta 1:10000.

Kimauka: 1. Beicokmii poct, aucnponopuuss B JUIMHE TYJIOBMIIA M KOHEYHOCTEW,
apaxHOJAKTWIMS, IJIOCKOCTOIIME, JOJUXOCTEHOMENHUs, KOHEYHOCTU JUIMHHBIE U  TOHKHE,
TUTIEPIIOIBIDKHOCTh CYCTaBOB WJIM KOHTpakTypa cyctaBoB. Ckommo3 (60%), rpyaHoO#l J0pno3,
runepku@o3, BOPOHKOOOpa3Hasi UM KUJIEBUHAS TpyJAHAsl KJIETKa, IUPOKUE IPOMEKYTKH MEXIY
péopamu. Jlomuxonedanus, y3Koe «IITHYbE» JIMIO, BHICOKOE apKOBHUJIHOE HE0O0. YIIM TOHKHE U
MajodiacTuyHble. ['unotonus u runorpodus MelmieyHOW TkaHu. HepopasButue BepTiIyX HOMU
BmajuHbl. 2. ['7a3za: ABYCTOpPOHHMM mMOABBIBUX XpycTanmka (75%), wpumonene3 (apoxaHue
xpycranuka), chepodakus (mapoBuaHas ¢Gopma Xpycranuka), MUKpodakus (yMEHbIICHHE
pa3MepoB XpyCTalluKa), MUOIMS, OTCIIOMKA CEeTYaTKH, TE€TEPOXPOMHUS PalyKKH, METaJloOKOpHEa U
rony6sie ckiepbl. 3. CepledyHo-cocyaucTasi CHUCTEMa: BEreTo-COCYIUCTbIE pacCcTpOiCTBa,
CUCTOJIMYECKUA W JMACTOJMYECKMH IIyM, aHeBpU3Ma JIEFOYHOTO CTBOJIA, aopTajbHasd
perypruTaiusi, pacciOoeHUE aopThl, 3acTONHbIE CepACYHbIE HapyLIEHUs, KaJblUu(pUKALUS
MUTpPAJILHOTO OTBEpCTHs, apuTMmus. ['emopparumueckuil cuHApoM. MutpaiibHas peryprurauus B
pe3ynbpTaTe npoJiarica MUTpaibHOro kianana. 4. Koxa: maxoBble IpblKU, aTpOPUUECKUE CTPUH. 5.
Jlerkue: cnontanubiii nHeBMoTOpakc. 6. IIHC: skra3us TBepaoit MO3roBoil 000J0UKH, MOSICHUYHO-

KpECTIIOBOC MCHHUHI'OLICIIC.
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JluarHocTuka: NapakJIMHUKA (TUIEPIKCKPENUs C MOYOM TIJIMKO3aMUHOTJIMKAHOB MU
OKCUIposIMHAa). PenTrenorpammsl (ckoimo3, ocreonopo3 Meradpuzon). OKI' (OeccumnromHas
JUIIaTalus aopThl, AET€HEPALUY KIIalaHOB).

Jleuenue:  xupypruyeckoe (pPEKOHCTPYKTHMBHAs  CEpACUHO-COCYIUCTas  omepauus),
MPOMPAHOJION (aHAPWIMH) Ui TPEAYNPEKACHUS PAaHHETO PACCIOCHHUS aOpThl. DCTPOTECHBI C
MIPOreCTEPOHOM Yy JEBYIIEK IS [10JI0BOTO CO3PEBAHUS.

[IporHo3 amns )KU3HU NIPU aIEKBAaTHON KOPPEKLIUU OJIaronpHusTHHIN.

HecoBepuieHHblii ocTeorene3 (0ose3nb JloOwreitHa-Bposmka) - HacieaCTBEHHOE
3a00JieBaHME, MPOSIBIISIIOIIECECS MOBBIIIEHHON JIOMKOCTBIO KOCTEH, 0O0YyCIOBIIEHHOE HapylleHHEM
¢GyHKIMI ocTeo0nacToB, YTO MNPUBOJAUT K HAPYLIEHUIO S3HIOCTAIBHOTO U IMEPUOCTAIBHOTO
OKOCTeHEeHUs. MyTaHTHBIN reH kosutareHa | tuna Al nmokanuzoBan B 17q21.31-q22.05 u koJutareHa
I Tuna A2 noxanusoan B 7q22.1. Tun HacnenoBaHus - ayrocoMHo- foMuHaHTHbIN (I, II, IV Tumner)
u ayrocoMHo-peneccuBHbIi (111 ). Yacrora 7,2:10000, Haubosiee pacpoctpanen IV turm.

MuHuManbHble IMarHOCTUYECKUE MPU3HAKU: OBBIIIEHHAs IOMKOCTh KOCTEM.

Knununyeckas xapakrepucTtuka. TUNUYHBIN NPU3HAK - CKIIOHHOCTh K NEpeoMaM JUTMHHBIX
TpyOUaThIX KOcTel, pedep U KIH0UMIl IPU MUHUMaNbHOH TpaBMe. [lepenomMsl kocTeil uepena, Taza u
(danmanr BcTpewaroTcs KpaiiHe peako. MHOXECTBEHHBIC TEPEIOMBI KOCTEH MPUBOIAT K HX
YKOPOYEHHIO U UCKPUBIIEHUIO, 00pa30BaHUIO JIOXKHBIX CYCTaBOB; KOCTU TOJIEHH MOTYT IPUOOpETaTh
cabneBuanyo dopmy. BenencrBue mnedopManmii KOHEYHOCTEH MOMKET CHIDKAThCs pocT. pyrue
CKEJIETHbIE AaHOMAIMM: KHU(POCKOINO3, BOPOHKOOOpa3Has WJIM KWIEBHJIHAs TpyJaHas KIETKa.
PeHTreHo0rn4ecky BISIBISIIOT OCTEONOPO3, HCTOHUEHNE KOPTUKAIBHOTO €105, TOHKUE AUA(QU3BI C
paciiupeHHbIMU MeTadu3amMu, KOCTHBIE IE€peioMbl M MO30JU. Tejla I03BOHKOB HMEIOT
JIBOSIKOBOTHYTYIO (hopMy («pblObM MO3BOHKKY»). KoCTH depena MCTOHYEHBI, IIBBI PACHIMPEHBI, C
OOJBIIMM KOJMYECTBOM BOPMHUEBBIX KOCTOYEK. YMCTBEHHOE pa3BUTHE B IIpelesiaXx HOPMBI.
DeHOoTUIINYEeCKUE MPOSIBICHUS CUHApPOMa BapralenbHbl. BbIIEISIOT YeThlpe THIIA HECOBEPILIEHHOTO
ocTeoreHe3a. | Tum xapakTepu3yeTcss OTHOCHUTEIBHO JOOPOKAYECTBEHHBIM TeueHueM 0e3
BBIPAKEHHBIX CKEJETHbIX aAeopmanuil. HabmiogaroTcsi MHOXKECTBEHHbIE MEPEIOMbl JUTMHHBIX
TpyOUaThIX KOCTEH, OOBIYHO B J€TCKOM WJIM FOHOLIECKOM BO3pAacTe, POCT OOJBbHBIX MOXKET ObITh
HOPMaJIbHBIA. Y OOJIbHBIX TOJyObIe CKIIEPhI, TOHKAS JIETKO paHUMasi KOXKa, TYTOyXOCTh (CMelIaHHast
¢dopma), Mmpojlanc MUTPAJILHOTO KJallaHa, YMEpPEHHas THIEepMOOMIBHOCTh CyCcTaBOB. Bbiaenstor
oTnenbHO | TUm A, KOTOpBI XapaKTepu3yeTcs MOMHMO OOBIYHBIX HMPHU3HAKOB HECOBEPILEHHBIM
JEHTUHOT€HE30M. 3yObl OOBIYHO >KENTO-KOPUYHEBbIE, ONAJECUUPYIOUINE («IHTapHBIE»), JIETKO
paspymaroTcsi.  XapakTepHbl TonyOble ckiepbl. Il TUm - BPOXKIEHHBIM, MPOSIBISETCS
MHO>KECTBEHHbIMH BHYTPUYTPOOHBIMH I€peIOoMaMu pedep M KOHEYHOCTEH, BHYTpUUYEpPEIHBIMU
KPOBOMBJIMSIHUSIMM M HapYIIEHUEM JbIXaHUS, YTO MPUBOJUT K CMEPTH HOBOPOXKICHHBIX. Y
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OO0JILHBIX TOJIyOblE€ CKJIEphl, TOHKAs KOKa, MJIATUCIIOHMINS, IJIOCKUE BEPTIIyKHbIe BHaauHbl. [Ipu
pOXKIeHUM Yy JeTred Habmonaercss «mo3a Jarymku». I Tum Xxapakrepusyercss TsDKEIbIMU
[IPOrpecCUpyOUUMU 1ehopMalMsIMU CKeJleTa, HU3KUM POCTOM IMPU POXKIECHUU U Y B3POCIbBIX,
MHBaIUAM3aMe. ¥ OOJbHBIX TPEYrojbHOE JIUIO, IHUPOKUIl J1I0O M BeIcTymaromue Bucku. Ha
BTOPOM JECSATHJIETUU KU3HU OTOCKIEPO3 NMPUBOIUT K CHIKEHHUIO ciyxa. CinabocTh CBA30YHOIO
anmnaparta ¥ MbIIIEYHAsi TUIIOTOHUS IPOSBIISIOTCS Pa300ITAHHOCTBIO CYCTaBOB U IpbhkaMu. CKilepsl
HOPMaJIbHOM OKpacku. IV Tun - KoJu4ecTBO NepeoMoB MUHUMAIbHOE, HAOIIOAAI0TCSl OCTEOTIOPO3,
CKOnmo3, Tyroyxoctb. Ckiepsl HOpManbHOW oOKpacku. JuddepeHunanbHbii  AMArHO3:
runodocdaTasus; OBEHWIbHbIN UIMOTATUYECKUN 0CTEOIOPO3.

Jleyenue: maasmuid oOpa3 Ku3HM, Auera, Ooratas OenkoM, Kaiabuuem, QocdopoM u
MarHue™m, maccax, ¢usnorepanus. JlekapcTBeHHas Teparnusa: KOCTeoOpasyroliue Ipenaparsl,
HaIpaBJICHHbIE Ha BOCCTAHOBJIEHHE KOCTHOW TKaHU ((PTOPHUIIBI, KaJbLUTOHUH) U aHTUPE30POEHTHI,
CHOCOOHBIE 3aMEJUINTh IMOTEPI0 KOCTHOM Macchl (conu Kanblius, BuTtamuH JI, 6uodocdoHats)

Butamunsl C, B.

6.5 HACJIEACTBEHHBIE BOJIE3HU I[TOYEK (CMHAPOM AJIBIIOPTA, CUH/IPOM JE-
TOHU-AEBPE-©OAHKOHN)

Cunapom Aubnopra (HacieICTBEHHBIM Heppur ¢ riayxoroi). Tum HacienoBaHus -
ayTOCOMHO-JIOMUHAHTHBIN, X-CUEIUICHHBIM PELECCUBHBIM, IPEINOJOKHUTEIBHO ayTOCOMHO-
peueccuBHbI. [Ipu X-crierienHoit ¢opme - myramuu rena COL4AS, nokanmmn3oBaHHOTO B X(22,
IIpU ayTOCOMHO-perieccuBHOM - MyTauuu B reHax COL4A3 u COL4A4 B 2q36-q37.

Knuanka: ocHoBHBIE Tpu3Haku - remarypust (100%), nporeunypus (70-80%), cHmkeHne
ciyxa. QyHKIUS IOYEK Yy JKEHIIMH, KaKk IpaBWJIO, HE HapylleHa. Y MYKXuuH 3a0o0JjieBaHME
MIPOTEKAET TSKENIee, YacTO Pa3BUBACTCS MOYEYHAsh HEAOCTATOUHOCTh. OOHApYKUBAIOTCS MOPOKU
pa3BUTHSI TOYEK: YJBOCHHE, HE3aBEPUICHHBIH IOBOPOT, CYXEHHE MPUIOXaHOYHOTO OTAeNa
MoueTounuka. B 50% ciydaeB (uamie y Majgb4MKOB) OTMEUAETCSl TBYCTOPOHHEE HEHMPOCEHCOPHOE
CHIDKEHME CIIyXa, HauMHarolleecs 0ObIYHO B MEpBbIe TOAbI KU3HU. Y 15% OOJIbHBIX BBISBIIAIOTCS
AaHOMAJIMM TJIa3: TEPEeIHUNA WU 3aJHUM JIEHTUKOHYC, cepodakus, BpOXKICHHAs Karapakra. Y
POJICTBEHHHUKOB  OOJIbHBIX BCTpEYAeTCs M30JMPOBAHHAs MAaTOJOTUsl IOYEK WIM  clyxa.
[Ipenmonaraercst cymiecTBOBaHWE 6 TUIOB CHHApoMa AJbropra: 1) KIacCMUEeCKUH FOBEHHWJIbHBII
ayTOCOMHO-JIOMHUHAHTHBIA CHUHAPOM AJBIOpPTa € TINIYXOTOM; 2) X-CLEIJIEHHBIH perecCUBHBIN
CUHAPOM AJNBIOPTA C TIIyXOTOH; 3) X-CIEIUIEHHBIA PEeLEeCCUBHBIN CUHAPOM AJIBIIOPTA B3POCIBIX C
riyxoToii; 4) X-clenjaeHHbIH PeLleCCUBHbIN CUHAPOM AJBIIOPTa B3pOCIBIX 0€3 TIYXOThl U JAPYIHX
neQeKToB; 5) ayTOCOMHO-TOMMUHAHTHBIN CUHAPOM AJIBIIOPTA C TIIYXOTOM M TpoMOoLuTONEeHrel; 6)
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ayTOCOMHO-PELIECCUBHBIM IOBEHUJIbHBIA CUHIApPOM Aubrnopra ¢ riyxoToi. uddepeHunanbHbiii
JIMarHo3: HaclleJCTBEeHHas HedpomnaTtus 0e3 IIIyXOTbl; 100pOKadecTBEHHAsl ceMelHas reMarypus;
HeppoHODTH3.

Cunapom e Toun-/ledpe-Pankonn (moyeuHsiii kaHanbleBbld cunapom dankonn). Tun
HACJIEIOBAaHUSl MPEINOJIOKUTEIIBHO ayTOCOMHO-PELIECCUBHBIN it | Tuma u  ayrocoMHoO-
nomuHaHTHBIN s 1 Tuma. MyranTHsIi red B 1okyce 15g15.3.

MuHuManbHble JUAarHOCTUYECKUE TPU3HAKH: TEeHEepalU30BaHHAsl TUIEpaMUHALUIAYpUs,
runepdocdaTypus. TIIOKO3ypus; OTCTaBaHUE B pocTe, JepopMalusi CKeleTa, CHOHTAHHBIE
MEPEOMBI.

Knunuka. Beigenstor nBa tumna 3a0osieBanus: 1 Tun nposiBisieTcst B JETCKOM Bo3pacrte, 11 - y
B3pocibiXx. Haubonee tsoxenas Gopma nopaxxeHus: MpOKCUMANIbHBIX MMOYEYHBIX KaHaJIbLEB - | THIL.
3a0oneBaHre OOBIYHO HA4YMHAETCd HA 2-M TOAY JKM3HM: OTMEYAIOTCS OTCTaBaHUE B POCTE,
rUNnoTpodus, BsUIOCTb, PA3APAKUTEIBHOCTb, CHI)KEHHE CONPOTHUBISEMOCTH  HH(EKIHM,
MBbIIlIEYHAs] TUNOTOHMS, THUNOpPEeQUIeKCHs, CHIDKEHHE aprepuainbHoro namieHus. Ilo3gnee
MOSIBJISIIOTCS JKaX/aa, MOJINypus, Aeopmali CKejaeTa Mo TUIY paxUTa, CIOHTAHHBIE NEPEIOMBI.
buoxumuueckn BBISBISIOT TE€HEPAJM30BaHHYIO TUIEpaMUHALUIAYpHIo, runepdocdaryputo,
TJIFOKO3YPHIO, TIOBBIICHHYIO JKCKpelHni0 OWKapOOHATOB, TUMOKAIUEMHIO, METa00IMYECKUi
anuao3. PeHTreHosnornueckre W3MEHEHHUs BKIIOYAIOT OCTEONOPO3, HCKPUBJICHHE JUIMHHBIX
TpyOuateix Kocrtel, kudos. [Ipu mopdosiornyeckom uccieoBaHUU OOHAPYXKUBAIOT HCTOHUYEHUE
MMPOKCUMAJIBHBIX KaHAIBIEB MTOYEK B COYETAHUH C 00IIei nuctpodueii HedpoHa.

JuddepenunanbHpIii TUArHO3: MOYEYHBIN KaHAIBIIEBBIN allu03 U APYyrue TyOyIomaTum.

6.6 HACJIEACTBEHHBIE BOJIE3HU XKT, IITEYEHU (BOJIE3Hb BUJIBCOHA-
KOHOBAJIOBA, KPUI'JIEPA-HAHSIPA)

bose3ns Buibcona-KonoBajioBa (renaTo-jieHTUKYNISpHAs JereHepalus) - HapylleHue
obmeHa OETTKOB M MEJIH, C IUPPO30M MEUEHU U TUCTPOPHEii TOI0BHOTO Mo3ra. THI HACIETOBAHHUS -
ayrocoMHoO-penieccuBHbI, TeH ATP7B nokamm3oBan B jokyce 13ql4.3-g21.1. Yacrorta 1:33000-
5000.

[IpenBecTHUKM 3a00JieBaHUsA: HAPYUICHUE AEATEIbHOCTH MEUEHU U KEIYA0YHO-KUIIECUHbIE
paccTpoiictBa (kenTyxa, 0oinum B mpaBoM moapedepwe, aucnencus). [lo3gHee - BhIpaKEHHBIN
renaTrojMeHaNbHbli CcUHApPOM. HepBHas cuctema - SKCTpanupaMUAHbIE CHMIITOMBI B BHUJE
MBIIIEYHOW PUTHJHOCTH, THIEPKUHE30B M PACCTPONCTB TMNCUXUKH. UYUyBCTBUTEIBHOCTH HE
HapylieHa. Tunu4Hbeiil cuMnToM - koiblo Kaiizepa-®iemiepa - 0TioxeHus 1no nepudepuu poroBoi

000JI0YKH COJIEpKaIero Me/lb 3eJIEHOBAaTO-0yporo NUrMenTa (mpu No3aHux popmMax 3aboseBaHus).
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XKenroBaro-kopuuHeBas TUTMEHTAIMsl KOXH TYJIOBUINA H JIa. YacTele TreMopparnyecKue
SBJIEHUS (KpPOBOTOYMBOCTH JI€CE€H, HOCOBBIE KPOBOTEUEHHS), MPAaMOPHOCTb KOXH, aKpOLIMAHO3.
CycraBnble 601, TPO(yY3HBIN MTOT, OCTEONOPO3, JOMKOCTh KocTel. Cnaboymue.

Knununueckue ¢opmel: 1. bpromnas ¢opma - cTpanaloT AE€TH, TEUEHHE OT HECKOJIbKUX
MecsleB 10 3-5 Jer, TAKelloe MOopakeHue InedeHu. 2. PUrmaHo - apuTMOTUIIEpKHUHETHYECKast
(pansssi) GopMa - OBICTPONPOrpECCHpYIONIee TeUCHHUE, MPeoOIaaHre MBIIICYHOW PUTHIHOCTH,
KOHTPAKTYpP, TOPCUOHHBIX HACHIIBCTBEHHBIX JBI)KCHUH, TU3apTPUH, AUChHAruu, SIHIenTu(HOPMHBIX
npunagkoB. JymTenbHOCTh 2-3 T01a, 3aKaHYUBACTCS JIETaNbHO. 3. [[pokarensHo-peruanas gopma -
MaHH(ecTaIus B IOHOIIECKOM BO3pacTe, BOJIHOOOpa3HOE TeueHue, cyodeOpuiibHas TeMmmeparypa
TeNa, TsDKeNas PUTHIHOCTh M JPO’KaHUE, YCUITMBAIOIIUECS MTPH CTATHYECKOM HANpsHKEHUW MBI,
IBIDKCHUSIX W BOJIHEHUSX, aucdarus u mu3aptpus. [IpofomKuTenbHOCTh KH3HH 6 ser. 4.
HpoxarensHass - Hadaino B 20-30 yet, MEIJICHHO TPOTPECCHPYET, MpeoliamaeT IpokaHHue. 3.
DKCTpanupaMuIHO-KOPKOBasi (PeAKO) - AKCTparupaMUAHbIE HapYIIEHHs C anoIjieKTU(GOPMHO -
MUPaMUIHBIMH TTIape3aMHU, SIMWICTITHYCCKAMU MTPHUIIAJAKAMH, TSHKEIBIM cllaboymueM. JJUTeThHOCTD
6-8 j1eT, 3aKaH4YMBaETCs JIETAJILHO.

JluarHo3: aHamHe3, KJIMHUKA (HaJM4uMe POrOBHMYHOTO KOJIbLIA, T€MOPPArHuecKUil auates).
Moua: runepkynpypust (Cu>200 wmkr/cyr B Moue), runepamunoanuaypus (>350 wr/cyr).
Kanumnsipockonusi: aToHUS KaIWJUISIPOB, 3aCTOMHbIE SIBJICHMUSL.

Jleuenue: o-neHumLIaMuH (10 1-2 T B CYTKH), THOJOBBIC MPENApaThl, CBA3BIBAIOIINE H
BBIBOJIAIIIME MEIb M3 OpraHu3Ma: YHUTHONI B/M 1o 5 mu 5% p-pa - 25-30 mmbekumit. Kypc
MOBTOPATH uepe3 1-2 mecsna. Jluera MoJIo4HO-pacTUTENbHas, Ooraras yrieBojaMu, OeIHast MebIO.
[Ipu ncuxo3ax - NCUXOTpoIHbIE cpeacTBa. Onepauuy Ha BEHTPOJIATEPAIbHOM sIpe Tajamyca s
yCTpaHEHUS! TOHUYECKUX HAPYIICHUI U THIIEPKIHE30B.

[IporHo3: 1o nosBieHUs THOJOBBIX MpenapaTtoB 90% O60abHBIX yMHUpaio B Bo3pacte a0 30
net. Ceifuac mporHo3 0oJiee OIarompUsITHBIN.

boaesnr Kpuraepa-Haiispa (HeremonuTudeckas siiepHas — OKeNTyxa, JACPHUIUT
MEYEHOYHO! MIIOKYpOHUITpaHCc(hepasbl, HEreMoJIMTHYECKasi TUIIepOUTUPYOUHEMHS) - TUTMEHTHBIN
reraro3, BCIEACTBUE T'€HETHYECKH JCTEPMHHHUPOBAHHON YH3MMOMNATHU. AYTOCOMHO-PEIECUBHBIN
tun HacienoBanus. Myrauun B reHe UDP-rmroxkyponuntpancdepassl, Tokanu3oBaHHOM B 2q37.
Yacrora: B iuteparype onucado 200 ciryyaes

[laTorenes: monHOE WM YAaCTUYHOE OTCYTCTBHE TIJIIOKYpPOHWITpaHC(Epas3bl MPUBOAUT K
HECIIOCOOHOCTH MEYEHU KOHBIOTUPOBATh OUIMPYOUH, B pe3yibTaTe 4ero cBOOOHbIN OMINpyOHH B
CBIBOPOTKE KpOBH TOBBIMIAeTcs B 15-20 pa3 oT HOpPMBI, pa3BUBACTCS WHTECHCHBHAS JKENTyXa U

TsKenast OmnupyOuHOBas SHIIE(PaTonaTHsL.
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Knunuka: pe3ko BbIpaK€HHass M CTPEMUTENIBHO HapacTarolas KelTyXa C MEPBBIX CYTOK
KU3HU TOCJE POXKACHHUSA, C TSHKEIBIMM HEBPOJOTMYECKHMMH HapYIICHUSIMH, H3-32 TOKCHYECKOTO
nercTBUs cBOOOHOrO OunupyOuHa. flnepHast KeylTyxa: CylI0poru, runeppedaexcrs, MbIIICYHbIH
TUIEPTOHYC, CUMIOTOM ‘3axonsiiero coiHua”. IledeHbp M ceie3eHka He yBeJlWYeHbl. boJibHBIE
OTCTalOT B (PU3MUECKOM U MICUXUYECKOM Pa3BUTHUU.

Juarno3: aHamHe3 (ceMeWHBIM XapakTep), KiIMHMKA. KpoBb - aHemMuss M TeMOJIU3 HeE
XapaKTepHbl, U3MEHEHNE (YHKIMOHAJIbHBIX MPOO NMedyeHu, runepominpyornnemMust npespimaer 340
MKMOITb/11 (20 mMr/%), nocturas 850 MKMOJIB/JI, 0OHAPYKMBAETCA TOJIBKO CBOOOIHBIN OUITUPYOHH.
[Iponyknuss OunupyOMHaA NpU JaHHOM CHHIPOME HE IMOBBILIEHA. YPOBEHb CBHIBOPOTOYHOTO
OunupyOMHa YyBEJIIMYMBAETCS NPU HMHTEPKYPPEHTHBIX 3alosieBaHusX. JKemub, MoJiydeHHas WH3
KEITYEBBIBOALIMX MYTEH U JKETUYHOIO Iy3bIps — OecLBETHas WM OJIETHO-)KENTas, OTCYTCTBYET
npsiMON OMIIMPYOMH W OUIUpPYOUHIIIOKYpoHu . Moua - ypoOunuH B HopMe. Kan - copepkanue
ypoOunuHorena cHkeHo (40-50% oT HOpMBI).

[TaTosornyeckass aHaTOMMs: HOBPEXKICHHE CHHYCOWJAIbHONW MeMOpaHbl Temarouura u
TUIepIia3us IIaJKoro 5HA0IUIa3MaTHUYECKOro peTuKyliomMa B Hel. Mopdoiiornyeckue npusHaku
MOBPEKJICHUS HEPBHOM CUCTEMbI, MUOKap/la U CKEJIETHBIX MBIIIILI.

Jleuenue: dortorepanus (Jammbl JHEBHOIO CBETa, KBAPLEBbIE, MPSIMON COJIHEUHBIN CBET),
oOMeHHbIe reMoTpaHcdy3uH, maazmadepes, TpaHciuiantauus neyenu. Hasnauenue ¢penobapOuTana
C 1eJNbl0 CTUMYJSLMU DJIIOKYpOHWITpaHC(epa3bl IEYEHW HE NPUBOJUT K YMEHBUICHHUIO
CBIBOPOTOYHOM KOHIIEHTpALUK OMiInpyOuHa.

[Iporuo3: HeOnaronpuaTHbIi, 75% OOJIBHBIX NOTHOAIOT B IETCKOM BO3pacTe.

JuddepeHunanbHbplii  AUAarHO3: TPAH3UTOPHAS JKENTyXa, JKEIATYXH HOBOPOXKJIEHHBIX,
IpexodIas cemMeitHasi runepOnInpyonHeMusl, TEMOIUTUYECKUE JKENTYXH Pa3IM4YHOTO TeHe3a.

6.7 HACJIEJICTBEHHBIE 3ABOJIEBAHU ST KOCTHO-MbIIIEYHOM CUCTEMBI
MUOAUCTPO®UA NIOIIEHHA-BEKKEPA, AXOHAPOITTA3NA)

Muoaucrpopus Jromenna-bekkepa - nporpeccupyromme 1ereHepaTuBHbIE U3MEHEHHUS B
MYCKyJnatype 0e3 NepBHYHON NATOJOTHMM MOTOHEHpoHa. MyTaHTHBIM TeH Oenka aucTpoduHa
nokanu3oBaH B Xp2l.2. Tunm HacnenoBaHus - X-CUEIUIEHHBIM peneccuBHbBIM. YacroTa
muoguctpoduu [Mromenna 1:3500 manmpumkoB. Yacrota mwmomuctpodum bexkepa 1:30000
MaJb4UKOB.

Knunuka: nBa Tuna nceBaorunepTpopuueckoi MpliieqyHo auctpoduu - tum [lromeHHa c
TSKEJIBIM TEUEHUEM U I00poKauecTBeHHbIH Tui bekkepa.

Mpieynast quctpodus [JrouieHHa HauMHAETCs OOBIYHO B MEPBbIE TPU TOJAA KU3HU, JETH
MO3/JHO HAYMHAIOT XOJUTh, HE YMEIOT NpbIraTh U OeraTh. BripakeHHbIE CUMIITOMBI MOSIBJISIIOTCS B
2-3-X JeTHEM BO3pacTe B BHJIE [1CEBIOTUIIEPTPOPUH UKPOHOKHBIX MBI U U3MEHEHHS TIOXOJIKH -
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«yTHUHHas», C HIMPOKO PACCTAaBICHHBIMU CTOMAMM, Pa3BEICHHbIMM HOCKAaMH, OTBEIEHHBIMHU Ha3ajl
ieyaMu M MOAHATHIM noabopoakoM. PebeHky TpyaHO BcTaTh ¢ moJia. 3abojeBaHHE HEYKIOHHO
nporpeccupyer v k 10-11 romam ngetw mpuKOBaHBI K HOCTENH. ATpous MBI HpUOOpeTaeT
BOCXO/ISIIIIEE HAIlpaBJICHUE: MBIIIILIBI Oepa—>Ta30Bblil nosc—>IuieueBoi nosic—pyku. Habmonaercs
MICEBIOTUNIEPTPOPUS ATONNYHBIX, AETbTOBUIHBIX, MBILII] A3bIKa, )KUBOTA. ATpOPHUUECKUN IpoIecC
pa3BuBaercs B cepaue, JKKT, nanee - B Mplliax auia, rI0OTKA U AbIXaTEIbHBIX ITyTEH.

Manudecrauust muoguctpopuu bekkepa npoucxoaut ue panee 10-15 ner, TeueHue Msarkoe,
00JIbHBIE COXPaHSIOT paboTocrnocobHocTh 10 20-30 ner.

JluarHo3: MbliieyHasi cliaboCTh, MPEUMYILIECTBEHHO B IPOKCHUMAJIBHBIX TPYyNIax MbIIII;
MOBBILIEHUE YPOBHS KpeaTUH(POC(HOKNHA3HI B CBIBOPOTKE KPOBH; MOPAXKEHHUE JIHI] MYXKCKOTO TOJa.
[Ipun Ouomncuu MBI - XapaKTepHblE H3MEHEHUsS (IEPEepOKJIEHUE MBI, HEKPO3 OTIENbHBIX
BoJIokoH). Ha OMI" - muonarus, na OKI' - nopaxkenre Muokapia ¥ HapyluieH’e MpoBOJAUMOCTH.

[IporHo3: cpennsisi NpoAoKUTENbHOCTh XU3HU 20 jner. CMepTh HacTynaer OOBIYHO OT
JIErOYHbIX UH(EKINI WU cepJIeuHO HeI0CTaTOYHOCTH.

Axonapomazus (auaduszapHas amnasus, XOHAPOAUCTPOUYECKH HaHMU3M, O0JIe3Hb
[Tappo-Mapu, BpoxxaeHHass XOHAPOAUCTPOPUS) - aHOMAJIBHBIN POCT U pa3BUTHUE XPSILIEBOM TKAHU B
snudu3zax TpyOdaTbIX KOCTEH M OCHOBAHMM Uepemna, XpsALIEBbIE 30HbI KOTOPBIX JHOO
TUNOIJIACTUYHBIE, MO0 aHOMalbHO THIIEpIUIa3MpoBaHHbIe. TuUN Haciaen0BaHUS ayTOCOMHO-
JOMUHAHTHBIM, HO B 85% ciy4aeB - HOBBIC MYTallUH, M3-3a PE3KO CHIDKEHHOW CIIOCOOHOCTH
OOJIbHBIX MMETh IMOTOMCTBO. 3a0oJieBaHME OOYCIOBJICHO MyTalueil reHa perentopa-3 Qaxropa
pocra ¢pubpobiactos, JokanuzoBaHHoro B 4p16.3. Yactora 1:100000.

MuHuManbHble JUArHOCTUYECKUE MPU3HAKU: TUCIPONOPIUOHANIbHAS KAPJIUKOBOCTh 3a CUET
YKOPOUYEHHS] KOHEYHOCTEH.

Knunuka: Huskuil poct (npu poxaeHuu - 46-48 cm, cpennHuil poct myxuuH - 131 cwm,
KEHIIMH — 124 cM) IpH COXpaHEHHWH HOPMAJIbHOM JJIMHBI TYJIOBHUIIA, OKUPEHHE. AHOMAalIbHAS
dhopma uvepena (HaBHCAONINH JI00, BRICTYNAIONIMNA 3aTHUIOK), YBEIIMUYEHHBIH OYIPUCTBIA MO3TOBOM
yepern, rujipouedanis, TUNona3us CpeIHeil TpeTH JInla ¢ rIIy00KOH NEepeHOCHIIei ), Kocoriasue.

YKopoueHHe KOHEYHOCTEW, 3a CyYeT NPOKCHMAlbHBIX OTAENOB, C HMX JepopMmanuedl u
YTOJIIIEHUEM. Y HOBOPOXKJIEHHBIX PYKU JOXOJAT JI0 MYIOYHOI'O KOJIBIA, Y B3POCIBIX — IO MaXoBOi
cBs3KU. KucTH mupokue u KOpoTkre, CUMITOM Tpe3yola, OpaxuaakTHIINS, W30 AaKTHIIUA.

[TosicHuuHbIil TOPO, BBIPAXKEHHBIH MOSICHUYHBIM JIOPJ03, OrpaHWYEHHE pasrubaHus B
JIOKTEBBIX M KOJIEHHBIX CYCTaBaX, BApyCHOE UCKPUBIIEHHUE HOT, THIIOTOHUSI.

Yactble cpenHue OTUTBI B JETCTBE, KOHIYKTHUBHAs TYroyxocTb. JlpIxareiabHas
HEJ0CTaTOYHOCTh BCJIEACTBUE OOCTPYKIMM BEPXHMUX [bIXaTENIbHbIX MyTeil. 3anepkka y Aere

MOTOPHOTO pa3BUTHA, NPU COXpaHHOM HHTeuiekTe. [Ipu mporpeccupyromieil ruapouedaium —
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HEBPOJIOTUYECKUE CUMIITOMBI, IIPH CY)KEHUH ITO3BOHOYHOT'O KaHaja — C/IaBJIEHUE CIIMHHOIO MO3ra C
IaparuieTueu HOT.

Pentrenorpadust nepuosa pocra: IEHTPbl OKOCTEHEHHS MOSBISIOTCS B OOBIUHBIE CPOKH,
SnuGuU3bl 3alACThd U NPEIIUIIOCHBI (OPMUPYIOTCS U3 HECKOJbKHUX ILIEHTPOB OKOCTEHEHMS
HeMpaBWIbHON (opMbl. Dnudu3apHbIe IIEHTPHI OKOCTCHEHHS YIUIOMIEHBI, SITUMeTapu3apHbIe 30HbI
OyrooOpa3HO HUCKPUBJIEHBI, MeTadu3bl pPACHIUPEHBbI, OTMEUYAETCs YCKOPEHHOE OKOCTEHEHUE
CUHXOH/IPO30B KOCTHBIX CETMEHTOB.

Pentrenorpadust cpopmMupoBaBIIErocsi CKeJeTa: CY)KEHHE CIIMHHOMO3TOBOTO KaHaja,
KyOoBHIHas opMa Tej MO3BOHKOB, YKOPOUEHHE U YTOJIIECHHE TPyOuyaThIX KOCTEH, paciiupeHue
MeTapu30B C aHOMAJIbHBIM OKOCTEHEHUEM, IIHMPOKHE MEKIIO3BOHKOBBIE JHCKH, YIUIOIICHHE
OCHOBaHHUSl 4eperna, yMEHbIIEHHE OOJIBIIOTO 3aTbUIOYHOrO OTBepcTus. Pa3BepHyThle KpbUIbs
MOAB3JOLTHON KOCTH Ta3a, YIUIOIIEHUE KPBIIIU BEPTIYKHOM BIaJNHBI.

Jleuenue: ¢ poxaeHus — BUTaMHHOTepanus, maccax, JIOK, Ha HOUb — KOppHUTHpYOIIHE
muHbL 19 cTUMYISILUMU pocTa KocTel — pasapaxeHue snuduszapHbix 30H pocta (YBY-repanus,
rpsizu). PebeHok JomkeH chaTh Ha JKMBOTE, HAa TBEPAOW MOBEepXHOCTH. B mertadusbl 0koJIO
snu(U3apHBIX 30H pOCTa — ayTOTpPaHCIUIAHTaHThI U Ap. Mcrnonb3oBaHue KOCBHIX WM Z-00pa3HbIX
OCTEOTOMUH ¢ TpUMEHEeHHWeM amnmnapara MWnuzapoBa [uisi  yAJIMHEHUS] KOHEYHOCTEH, B
MMOCTOTIEPAIIMOHHOM TIEPHOJIC — OOIICYKpEIUIoas Tepamus, maccax, JIOK.

JuddepeHunanbHblii [uarto3: qpyrue GopMbl KapJIuKOBOCTH, aXOHPOI€HE3.

6.8 HACJIEJICTBEHHBIE FOJIE3HM SHJIOKPUHHOM CUCTEMBI (BPOXXJIEHHbIN
TMIIOTUPEO3, AJIPEHOI' EHUTAJIbHBIN CUHJIPOM)

BpoxkaeHHbI THIOTHPEO3 - HEAOCTATOYHOCTh IOPMOHOB HIMTOBUAHOW »kenesbl. [lpm
nepBuuHOM rumnotupeosde (90% Bcex ciydaeB) mopakaeTcsl MMTOBUIHAS jKeye3a (ariazusi Wi
rUnoImasus). AyTOCOMHO-PEIIECCUBHBIA THUIT HACJIE€NOBaHUS Ul MYyTallMi, BeAyIIMX K yTpare
¢yakmun  TTI u ayrocCOMHO-JOMHMHAHTHBIM THUI  HAclE€JOBaHUS Uil MyTalud TUIa
KOHCTUTYTUBHOTO npuodpetenus pynkunu. Yacrora 1:4000. Yaiie BcTpeuaeTcs y 1€BOYEK

Knunuka: ot nerkux ¢opMm 10 oueHb TsDKeNbIX. PazBuBaeTcs ¢ mepBBIX MECSLEB KU3HU.
Poner pebenka o0braHO mipourcxoaaT nozxe 40 Henenb. HoBoposkaeHHBIE ¢ Macco# Tena BhIIIe 4 KT,
OTEYHOCTb TKaHEH Jinla, OOJILIION S3bIK, OTEKU THUJIBHOW MOBEPXHOCTU KUCTEH U CTOI, IpyOblil
rojoc. boyibHOIl peOEHOK IUIOXO YIEpKUBAET TEIIO, BAJO coceT. JKEeNTYyIIHOCTh KOXH MOXKET
coxpaHATbes 10 1 mecsna u 6oee.

K 3-6 mecsmam - pebeHOK oTCcTaeT B pocTe U Macce Tena. Koxka cyxas, JkenToBaTo-01eaHas,
YTOJIIIEHHAs, MIETYIIUTCS, S3bIK OOJBIION, XPUILIbIM T0JIOC, JIOMKHE, CYXHE BOJIOCHI, XOJIOJHbIE
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KHCTU M CTOIIBI, 3aMIOPbI, MbIILIEYHAs] TUIOTOHMS. JINIO: mKMpoKas 3amaBIiasi IEPEeHOCULIA, ITUPOKO
paccTaBlieHHBbI€ IJ1a3a, HU3KUH J100.

[locne 5-6 wmec. HapacTaeT 3ajep)kKKa IICUXOMOTOPHOTO U (DPU3MUYECKOTO pPa3BUTHS,
YMCTBEHHAsi OTCTAJIOCTb. YKOPAaYMBAIOTCS II€s, KOHEYHOCTU U MNalblbl, YCUIMBAIOTCA TPYIHOM
K1U(O3 M TMOSICHUYHBIM JIOPAO3, KUCTU M CTONbI IIHPOKHE, HU3KHHA pocT. YcyryOmnstorces
neopManuy Julla, BOCKOBas OJNEAHOCTh W YTOJILEHUE KOXHU, TpyObId Troj0C, MbIIEYHAs
rUNOTOHMS, 3anopbl. Kapauomeranus, riyxocTh TOHOB, OpaauKapiusi, B3AYTbIH )KMBOT, IIYTIOYHBIE
IPbLKU, aHEMUS], TUIIEPXOJIECTEPUHEMHUSL.

Juarno3: uccnenyercs tupeorponHbsii ropmoH runodusa (TTIY), TupeouaHble TOPMOHBI:
tpuitoaTuponut (T3) u tupokcun (T4) xpoBu. Ilpu runorupeose cuuxkaercss yposeub 13 u T4 B
KpoBu. YpoBeHb TTI' BbICOKMI IIpM INEPBHYHOM M HU3KHA IPU BTOPUYHOM M TPETUYHOM
TUIIOTHUPEO3E.

Jleuenue - moku3HEeHHAsi TOpMOHaNIbHAs Tepanus L-tupokcuHom (1 pa3 B menb yrpom 3a 30
MUH JI0 3aBTpaka, 15-150 mkr/cyr.). [lutanue - cObanancupoBaHHoOe, KOKY OOJIbHBIX 00pabaThIBaloOT
neTckuM KpeMoM. [Ipu OTCYTCTBUM CTyja - OYMCTUTENbHbIE KIM3MbL. Kypchl BUTAaMUHOTEpANuH,
HOOTPOIIbI, COCYAUCTHIE CPEICTBA, MACCAXK, JeueOHast PU3KYIbTYpa, 3aHATUS C JIOTOIIEOM.

A/IpeHOTeHUTAJIbHBIA CHHIPOM - HACJIEJICTBEHHOE HapyllleHHe OMOCHHTE3a CTEPOUIHBIX
ropMoHOB. Tun HacnenoBaHUsT - ayTOCOMHO-PELIECCUBHBIM. MYyTaHTHBIM TeH CcTepoum-21-
TUIPOKCUIIA3bl JIOKAJIU30BaH B 6-ii xpomocome (6p21.3), myranTHblii TeH 11B-ruapokcunassl -
8g21. Hacrora 1:5000 HOBOPOKAECHHBIX.

Knunuka: 1) conprepsitomas opMa - CpbIrMBaHMsl, PBOTa, HAPyLIEHUE MUKPOLUPKYISAINH,
COHJIUBOCTb, MOTepst Macchl Tena. 2) I[Ipocras Bupmnmsupyromas gopma - Iporpeccupyromas
BUPWJIM3AIMS, YCKOPEHHOE COMAaTHMYeCKOE€ DPAa3BUTHE, MOBBIIMICHHAs 3KCKPELHs TOPMOHOB KOPbI
HAJMOYEYHUKOB. Y JI€BOYEK MACKYJIMHU3AIMS (OT YMEPEHHOW rUnepTpo(uu KIUTOpa - 10 IOJHOTO
cpacTaHusi T'yOO-MOILIOHOYHBIX CKJIAJ0K). BHyTpeHHue mnosoBble opraHbl cHOpMHUpPOBAHBI IO
KEHCKOMY THUIly. Y MaJb4MKOB BHpUJIbHAs (opMa aJApEeHOTEHUTAIBHOIO CHHJIpPOMA HE
pacro3HaeTcsi (FeHUTaaIuu HOpMalibHbIE). J[narHo3 cTaBUTHCS HA 5-7 roAy KM3HU MPHU MOSBICHUN
MPU3HAKOB TMPEXKIEBPEMEHHOIO II0JIOBOTO pa3BUTHUSA. 3) ATTeHyHpoBaHHas (HEKJIaccHueckas)
(dbopma MposBIIsSETCS B MOJPOCTKOBOM BoO3pacTe. Y NEBOYEK - YMEPEHHOE YBEJIMYEHHE KIUTOPA,
paHHee pa3BUTHE MOJIOYHBIX K€Je3, YCKOPEHHE KOCTHOIO BO3pacTa, HapylIeHHEe MEHCTPYaIbHOTOo
nuKia, rupcytusM. CumnromamMu H30BITKA aHJIPOT€HOB Y MAaJIbYUKOB SIBJISIETCS YCKOPEHHBIN
KOCTHBIA BO3pacT M IMpexJeBpeMeHHOe oBoJioceHue. JlareHTHas (opMa HEe UMEET KIMHUYECKUX
MIPOSIBJIEHUH, HO B CBIBOPOTKE KPOBH - NOBBILIEHUE YPOBHS KOPTHU30J1a.

Jlnarso3s: moBBIIIEHNE B CBIBOPOTKE KpOBH 17-ruapokcunporectepoHna (Boimie 12 HMob/m)
npu aeuuure 21-rugpokcuinasbl, nosbiieHue 11-ne3okcukopruzonia (Bbime 35 HMous/a) npu
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nepunure 11-ruapokcunasel. [loBbiuennas skckpeuus ¢ moyoir 17-KC, 17-OKC. Onepexenue
«KOCTHOTO» Bo3pacta. HeoOxoammo onpenensiTh reHeTHYECKU 1Mol peOeHKa.

JleyeHue: KOpPTU30H, WM MPEIHU30JIOH B COYETAaHUU C MUHEPAIOKOPTUKOUAAMH IPU
IpOCTOIl BUPWIBHON (hopme, JiedyeHHe coJibTepsitomeld popMbl HaunHaercs ¢ koppekunn OHH.
JleBoukaM XUpPypruueckoe jJeueHrue reHuTalnui mpoBoJsT B 3-4 roja.

[IporHo3 mpu mpocToil BUpWIBHON (opMe OIaronpusTHBIA IS JKU3HU, a IPU paHHEM
JEYEHUH - U Ui HOPMAJIbHOIO pPOCTAa M IMOJIOBOTO pa3BuTus. s ocTajabHBIX (popm

a/Ip€HOTr€HUTAIBHOTO CUHIPOMA IIPOrHO3 HEOIArONPUSATHBIN.

6.9 TECTOBBIE 3AJJAHUA 110 TEME «HACJIEJCTBEHHBIE BOJIE3HU C
[NPOT'PEAMEHTHBIM TEHEHUEM»
Bri6epute o1uH U3 IpeyIoKEHHBIX OTBETOB
1. CUHAPOM MAP®AHA CBA3AH C AHOMAJIUAMU
1) KOCTHOM CUCTEMBI, YTO MPUBOAUT K YBEJIMYEHHUIO JJIMHBI U TOJIIIMHBI KOCTEH
2) MBIIIEYHOM TKAHU, YTO MPUBOAUT K CIA00CTH CyXOKUIHM U CBSI30K
3) coenMHUTENbHON TKaHU (JUiIaTanus aOpThl U pa300ITaHHOCTH CYCTaBOB)
4) ropmMoHa pocTa (U30BITOYHOE OTIIOKEHHUE JKHPA, BRICOKUM POCT)
2. JMATHOCTUYECKUE KPUTEPUU CUHIPOMA MAPO®AHA
1) orcraBanue B IICUXOMOTOPHOM pa3BuTHH, MUKpouedanus,
TUIONUTMEHTALIUS
2) NOABBIBUX XpYyCTaJMKa, T'MIEPIOABIKHOCTh CYCTaBOB, BOPOHKOOOpa3zHOE
BJIaBJICHHE IPYAUHBI, BBICOKUN POCT, 3yOHbIE aHOMAJIUU
3) yMCTBEHHass OTCTAJIOCTh, MAKpPOOPXU3M, [UIMHHOE JIMIO, BBICOKHI J100,
MacCHUBHBII 10A00POJ0K, OTTONBIPEHHBIE YIIIH
3. U1 HEUPO®UBPOMATO3A XAPAKTEPHO
1) 3a0osieBaHKE BBISBIISIETCS Y OJJTHOTO U3 pojauTeNel mpobanaa
2) 3KCIIPECCUBHOCTb I'€HA B OJHON CEMbE
3) HanMuYMe MHOXECTBEHHBIX IUTMEHTHBIX HEBYCOB
4) ayTOCOMHO-JOMHUHAHTHOE HACIIEIOBAaHNE
5) Bce BBILLIETIEPEUNCIEHHOE
4. TMATHOCTUYECKHUE KPUTEPUU HEMPODHUBPOMATO3A
1) BpOXKACHHBIN MOPOK CEP/IlIAa U JTYIEBOM KOCTH U €€ TPOU3BOIHBIX
2) aHemusi, TeMaToCITICHOMET v, «OaleHHbIN Yepen

3) cebopeitHbIe aIcHOMBI Ha IIEKaX, ICMUTMEHTHPOBAHHBIC TISITHA
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4) MHO)KECTBEHHbIE TMHITMEHTHbIE IIATHA Ha KOXE, OIYXOJU KOXHbIE,
MOJKOKHBIE U IO XOJ1y HEPBHBIX BOJIOKOH, CKOJIMO3, TIIMOMBI 3pUTEIBHOIO
HepBa
5. KPUTEPUUN IMATHOCTUKU MUOANCTPODPUN
1) mporpeccupyromiasi MplllieqHast c1aboCcTh
2) nceBOrUnepTPOPust HKPOHOKHBIX MBIIIILL
3) BCe mepeynciIeHHbIC
4) noBellIeHuE KpeaTuH(POCHOKNHA3HI B CHIBOPOTKE KPOBU
6. IMATHOCTUYECKUE KPUTEPUU AJIPEHOI'EHUTAJIBHOI'O CUHAPOMA
1) runeprenopusm, OpaxuAaKTHINS, KPUIITOPXU3M, HUSKUN POCT
2) roHaJbl MPEICTABICHBI SIMYKAMU, TUIIOTOHAIU3M
3) mporpeccupytomiasi BUPWIM3ALUS, YCKOPEHHOE COMAaTHYECKOE pa3BUTHE,
MOBBILIEHHAS SKCKPELHsI TOPMOHOB KOPbI HAATIOYEYHUKOB
4) yMCTBEHHAs OTCTAJIOCTh, MAKPOOPXU3M, OTTOIIBIPEHHBIE YIITU
7. JJI1 CUHAPOMA JE TOHU-AEBPE-OAHKOHU XAPAKTEPHO
1) monuypus
2) paxutonoio0Has Aepopmanus ckenera
3) TaXuIIHO?
4) nopakeHne OpPraHoB JIbIXaHUs
8. IPOTEHYPUSA, TYTOYXOCTD, [IOPAXXEHUE T'JIA3 XAPAKTEPHO JJIA
1) rmomepynonedpura
2) nuenonedpura
3) curnpoma AnbriopTa
4) dpocdar-nuabera
9. U1 BOJIE3HU KAPTATEHEPA XAPAKTEPHO
1) nexcTpano3uiys OpraHoB
2) BCe IepeyunciIeHHbIe IPU3HAKU
3) OPOHXO03KTa3bI
4) HEeMoABMKHOCTb PECHUTYATOTO SMUTENNS OPOHXOB
5) NOJINCUHYCUTBI
10. JJI1 AHEMHUU MUHKOBCKOI'O-LIO®DAPA XAPAKTEPHO
1) criieHoMeranus, JKenTyxa
2) reMOJIUTHYECKAasi aHEMUSI
3) BCe mepeynciaeHHbIC MPU3HAKH
4) cHHKEHHE OCMOTUYECKOM CTOMKOCTH 3PUTPOLIUTOB
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5) paguKaabHBINA METOJI JICYCHHUS - CTITICHIKTOMUS

7. HACJIEACTBEHHBIE BFOJIE3HM OBMEHA BEIIIECTB

Bbone3nn oOMeHa BelecTB, CBA3aHHbIE C HApYIIEHUEM 0OMEHa yIriIeBOJI0B, OEIKOB, KUPOB U
Ip., B pe3ynbTaTe HapymeHus (QyHKIHH OelKoB-(pepMEHTOB (PH3UMOB) - HACIEICTBEHHBIC
sH3umomnatuu. M3BectHo okoso 700 Oosiesneit oomena BemiectB, misg 200 w3 HUX YCTaHOBJICH
onoxumuueckuii nedext. Tun HaciemoBaHMs Yale ayTOCOMHO-PEIIECCUBHBIN, PEXE - ayTOCOMHO-
JTOMHUHAHTHBIN WU X-CLIETUICHHBIN.
Kaaccndukanust HacieACTBeHHBIX 00/1e3Hell 00MeHa BellecTB:

1. JIuzocomusie Oone3nu (Oosesnr Humanna-Iluka, ®apbepa, ['ome, Tes-Cakca, Bonbmana,
®abpu, MmeTaxpomMaTHuecKas JeHKOAUCTPOPUsI, MyKOTIOJIHCaXapu103, MyKOIUIIHIO3 U JIP.).

2. bonesnu npixatenbHOM Lenu MUTOXOHApUM (cuuapoMm ne Tonu-®dankonu-/ledbpe, MELAS,
MERRF, MMC, NARP u 1p.).

3. Ilepokcucomunie 6ose3nn (cunapom LlenbBeiirepa, aapenonenkogucTpodus u ap.).

4. bone3Hu yriaeBoAHOro oOMeHa (TalakKTo3eMusl, TIIMKOTEHO3bI U JIp. ).

5. AmuHoanuonatuu (GeHUIKETOHYpUS, THPO3UHEMUS, 00JIE3Hb «KJIEHOBOI'O CUPOIa U Ap.).

6. Oprannyeckue auuaypuu (001€3Hb «IIOTHBIX HOT», CUHIpOM Peiie u np.).

7. BoJie3HH MypUHOBOTO W NMHUPUMHUAMHOBOTO OOMEHa (HEZOCTAaTOYHOCTh a/IeHO3WH/I€aMUHA3bI,
HEJI0OCTAaTOYHOCTh MypuHHYKIeo3u1dpochopuiassl u ap.).

8. bonesnn o6mena rema u nophupuHoB (curapom Kpurnep-Haiispa, XXunsoepa u ap.).

9. bone3nu oOMeHa BUTAaMHHOB (MasibabcopO1us (porara, TUPUIOKCUH-3aBUCUMbIE CYJOPOTH).

10. Bone3nn o6mena metamioB (6one3ns Bunscona-KonoBanosa, Menkeca u nip.).

11. HacneacTBeHnHbie 00J€3HA TPAHCIIOPTA META0O0IUTOB (MYKOBUCIIHIO3 H JIP. ).

12. HacnenctBeHHble OOJIE3HU KEITYIOYHO-KUIIEYHOTO TpakTa (BpOXKAEHHAs HEIOCTATOYHOCTh
JIAKTa3bl, [eJIMaKus, IKCCyJaTUBHAs SHTEPONATUS U JIp.).

13. HacnenctBeHHble 00JIE3HM COEIMHUTENBHOM TKaHM (cuHApoM MapdaHa, HecOBEpIIEHHbII
OCTEOTreHe3, aXOHAPOTEeHE3, HEJAOCTATOYHOCTh (L]l -aHTUTPHUTICHHA U JP.).

14. HacnencrBeHHble 001€3HM IMMYHHOM cuCTEeMBbI (IIEPBUYHBIE UMMYHOIE(UIIUTHI).

15. HacnencrBeHnHble 60J€3HNU KPOBU M KPOBETBOPHBIX TKaHEW (reMOoTrjoOMHONATHH, FeMO(UIIns,
reMOJIUTUYECKUE aHEMUU U JIp.).

16. HacnencTtBeHHble SHAOKPUHOMATUM (AJPEHOTCHUTAJIbHBIA CHHIPOM, BUTaMHH D-

3aBUCHMBIN PaxuT, He(POreHHBIN HecaxapHbI JUaleT U JIp.).
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7.1 IN3OCOMHBIE BOJIE3HU (BOJIE3Hb TESA-CAKCA, HUMAHHA-IIUKA, I'OLIE,
®ABPU, METAXPOMATUYECKASI JIEUKOJUCTPODU S, MYKOITIOJIMCAXAPUJIO3
JP.).

B OCHOBHOM 3Ty IpyIITy COCTaBIISIFOT HACJIEJCTBEHHBIC HapylIeHHs 0OOMEHa JUIHIIOB, 3TO
OoybIIasi TETEPOTeHHAs TpyNma 3a00JieBaHW C HAPYIICHWSMH HAa YpPOBHE X pacCIICIUICHUS,
BCACBIBaHUsI, TPAHCIIOPTA, a TAK)KE TIPOMEKYTOYHOTO OOMEHa.

Bb1iensror 1Ba OCHOBHBIX THITa HACICICTBEHHBIX HAPYIICHUN 0OOMEHA JIUITHIOB:

. BHYTPHUKJICTOYHBIE JINTTUA03bI (HAKOTUICHUE JIMITUIOB B KIIETKaX TKaHE),

. 0one3Hu C HapylleHHneM oOMeHa JIMIONPOTEUJI0B, COAEpXKAIIUXCSI B KPOBU
(cemeiiHas TUIIEPXOJIECTEPUHEMUS U JIP. ).

BuyTpuKk/ieTouHbIe JUNHI03bI.

BHyTpHKIIeTOUHBIC JUIHUI036I (TPYIINa JH30COMHBIX O0JIE3HEN) B CBOIO OUYepeab pa3aeieHbI
Ha JIBE€ TOJATPYNIBI - TaHTJIMO3WAO3bl M CHUHTOMHUENONUNHIO3bL. [Ipu STHX 3a00seBaHUSIX
MOPAKAIOTCS TPEUMYIIECTBEHHO KJIETKHM TOJOBHOTO Mo3ra (Oone3np Tes-Cakca) WM KIETKH
MapeHXUMaTO3HbIX opraHoB (0osie3un Humanna-IIuka, [ome u 1p.).

OO0mue KIMHUYECKHE CHUMIOTOMBI: IMPOTpecCUpYIOLIUe clladoymMue, JIBUraTelIbHbIE
paccTpoicTBa, MOpaKeHNEe OTIOPHO-IABUTATEIIFHOTO aIapaTa, KOXH, IJ1a3 ¥ BHYTPEHHHX OpPraHOB
(oukw, TiedeHb, cene3eHka). s BHYTPUKIETOYHBIX JIMIUAO030B XapaKTepHO (HopMHUpOBaHHE
MATOJIOTUYECKUX HM3MEHEHUH Ioclie Mepuojia IMOJHOrO 3J0pOBbs peOEHKa U perpeccus paHee
NpHOOPETEHHBIX HABBIKOB. [IPOJOIDKUTENFHOCTh JKM3HM OOJNBHBIX MOXET OBITh pPa3sHOH - OT
HECKOJIbKUX HE/IENb JI0 HECKOJIBKUX JECATUIICTHH.

Boae3nb Tes-Cakca - Hanbonee yacTto BeTpevaromascs, nHpanTmwibHas (ocTpas) dhopma
GM,-ranrnuo3uno3a (tadmuma 10).

Tabmmma 10.

boxesus Tes-Cakca

OTtuonorus I'en kaptupoBan Ha 15923 - q24. Myrauuu CTpyKTYpHOTO I'eHa Uil 0-CyObeInHULIbI
JM30COMHOM TeKCO3aMUHUIA3bl A, MPHUBOAANINE K €€ HETOCTATOYHOCTH B TOJIOBHOM
MO3Te, IeYeHH, CelIe3eHKE, KYIbType KOXKHBIX (pruOpoOIacTOB U T.1I.

I'enernxa AyYTOCOMHO-PELIECCUBHBIA THUI HACJIEIOBAHMUS, PACHpPOCTPAaHEHA CpPEId EBPEEB
amkeHasu (dacrota 1:3000) u kaHaackux GpaHIly30B.

[Tatorenes HenocratounocTs nu3ocoManbHOro (epMeHTa TIeKCO3aMHHMAa3bl A HPUBOJUT K

HApYIIEHUIO Jerpaganuu B ju3ocomax GM,-raHrianosna, sSBISIONIETOCS BaXHBIM
KOMIIOHEHTOM MeMOpaH HelpoHoB. Ero HakoruieHue (HaOmtonmaercst — emie

BHYTpUYTPOOHO) B JIM30COMax HEHPOHOB MPUBOAUT K MpOrpeccupyroei
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TUCQYHKIMH U TUOEIN HEMPOHOB IOJIOBHOTO MO3ra.

Hauamno

1-#1 rox xxu3HU (3-5 MecsIeB)

Knnnauka

-TUNEPBO30YANMOCTD, TUIIEPAKY3Hsl, KIOHHYECKHE CYyTOPOTH

-3aJIep’KKa MOTOPHOTO Pa3BUTHS

-TeHEepaJIU30BaHHAs TPOTPECCUPYIONIAsT MBITIICYHAS TUTIOTOHUS

-miociie 1-ro roga >Ku3HU - MOJIUMOPQHBIEC CYT0POTH

-IIPOTPECCUPYIONTNE TICHXOMOTOPHBIE PACCTPONUCTBA, PErPeCCUsi HABBIKOB
-IPOTPECCUPYIOIIAst TUIOTPOPHS

-c  6-10 wmec. mporpeccupyromias cienoTa: JCTeHepanus MakKylbl, CHMIITOM
«BUILHEBON» KOCTOYKHU

-Ha 2-M TOJly )KM3HU - MUKpoTiehamus

-B TEPMUHAIIBHOM CTAJINU - JeTIepeOpaiMOHHas PETUIHOCTh

-rubenb Ha 2-M TOAy )KM3HU OT JeliepeOpalui Wik UHTEPKYPPEHTHBIX HHPEKIUI

JlabGoparop-

HBIC TaHHBIC

-HCIO0CTAaTOYHOCTh HUJIN OTCYTCTBI/IG TeKCo3aMUuHHnga3a A, IIOBBINICHA AKTUBHOCTH WJIN
HOpMaJIbHasl TeKco3aMuHUIa3a B u ToTanmbHas rekco3amMuHuAaza N B KyJIbType
JTHAKOIMTAX, KOXHBIX (PuOpoOIacTax, miasme, ayronraTrax TOJIOBHOTO MO3ra, MoOue,
cje3ax, CIIoHE.

-HcClIeJOBAaHME I1a3HOTO JHA

-KT/MPT rosoBHOro Mo3ra

-OHMI'
Huddepen- | -GM,-ranrnuo3uno3, Tun O, AB
ITUAJIbHBIA -6omne3np Kpabdoe
JIMarHo3 -MeTaxpoMaTuieckasi JIEHKOJUCTPOPus
-0one3np KanaBana
-TIOCJIE/ICTBUS NIEPEHECEHHOTO 3HIIe(anuTa (MEHUHTO3HIehannTa)
-MUTOXOHIpHAIbHBIC 00JIe3HU (00s1e3HB Jles)
Juddepeniu | -nmporpeccupyomme paccTpoiicTBa MOTOPHOTO Pa3BUTHUS BO 2-M MOJIYTOJAUH KU3HU
aJIbHO- -IPOTPECCUPYIOIINE ICUXOMOTOPHBIE PACCTPONCTBA, PErPECCUsl HABBIKOB
JMarHOCTHYE | -JeTeHepaIysi MaKyJIbl, CAMIITOM «BHIITHEBOW» KOCTOUYKH
CKHE -u3meHenust Ha KT/MPT ronoBaoro mosra
MapKepbl -HEeJI0CTaTOYHOCTh T€KCO3aMHMHUIa3bl A B IJ1a3Me, JiekonuTax, pudpodiacTax.
Jleuenune CuMnTomMaTH4YeCcKOE
[IpodmnakTu | -MPOCTIEKTUBHBIN CKPUHUHT Ha T€TEPO3UTOTOHOCHTEIBCTBO y CYNPYKECKUX IMap MpHU
Ka STHUYECKON MPUHAJUIEKHOCTU K €BpesM-alllKeHa3!
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-IIpeHaTaJIbHAs

JAUardHoCTuka

BO3MOJKHAa  IIyTEM

U3MEpEeHUs

AKTUBHOCTHU

reKCO3aMUHUIa3bl A, aHajdM3a W303MMHOTO CIEKTpa T'eKCO3aMUHHUIA3 B KYJIBTYpe

aMHHUOITUTOB, OMOIITATE U KYJIBTYpE XOpHOHA

boaesns Hwumanuna-Iluka (chunromuenonmunumos) -

HaCJICACTBEHHOC 3360J’I€BaHI/I€,

o0ycnoBieHHOE JAe(PEKTOM JIM30COMHON COUHTOMUENIMHA3bl, XapaKTEpU3yeTcs HaKOIUICHHEM

C(bI/IHFOMI/IGJ'II/IHa B JIM30COMaxX, IIOpaXKCHUEM HepBHOfI CUCTEMBI W BHUCHCPAJIBHBIX OpPraHOB

(Tabmuma 11).

Taonwuma 11.

Knununueckue Gopmsl 6one3nn Humanna-Iluka, tTunst A,B (1).

Ocrtpas [A (Tum A) [Tonoctpas IS (Tun B) Xponunueckas IC
(tum E)
OTtronorus I'en kaptupoBan Ha 11pl15.4-15.1. Myranusi CTpyKTypHOTO TIe€Ha JJsl JIN30COMHOM
cUHrOMUENNHA3bl, NPUBOJAIINE K €€ HEJOCTATOYHOCTU B JICHKOIMTAX, IMEYECHH,
CeJIE3eHKE, JIETKUX, MO3r'e, [IJIalleHTe, JUM(OUTHON TKaHU U KOCTHOM MO3TE.
I'enernxa AyYTOCOMHO-PELIECCUBHBIA THUIl HACJIEIOBAaHUA, PACIPOCTPAHEHA y €BPEEB AlIKEHA3H,
yacToTa rerepo3uroroHocureneii tuma A - 1:60.
[Tarorenes HenocraTounocts hepmenTa OokupyeT paciierienne chuHroMrueInHa Ha IepaMu |
¢dhocpoxoJinH, KOTOPHI HAKAIUIMBAECTCS B JIM30COMAX KJIETOK BHCLEPAIBbHBIX OPraHOB
(«IEHUCTBIE» KIIETKH).
Hauano Heonaraneueiit nepuon wm | [lo 3-x et »Ku3HU 3-¢ JECATHIIETHE
1-i1 roq Ku3HU KU3HU
Knunuka -YBEJIMYEHHUE TUIALIEHTBI -TenaToCIIEHOMET NS -TenaToCIIEHOMETaJIUs
-TenaToCIIEHOMETalIUs -MHQWIBTPATHI B JIETKUX -uH()UIBTPATHI B
-UHQWIBTPATHI B JIETKUX -YMCTBEHHAasl OTCTaJIOCTh JIETKUX
-3anepxka HITP -1iepeOesuIsipHast aTakcust -3HIIepaNTOmaTHs
-pBOTa -3KCTpanupaMHU/IHbIE
-nuapest TUIEPKUHE3BI
-TUNEepTEPMUs JiereHepalysi MaKyibl
-TUNIOTPOPUS -rubenb B 7-20 net

-perpeccusi HaBbIKOB
-JIereHepanus MaKyJibl
-C-M «BHIIIHEBOI» KOCTOYKU

-panHsis THOETh
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JlabGoparop-

HBIC TaHHBIC

-MHKpOIIMTAPHAS aHEMUS
-TPOMOOIIUTOTIEHUS

-«TICHUCTBIC)» KIIETKH B ITYHKTAaTE KOCTHOTO MO3Ta, IIEYCHH

-CHW)KCHAa aKTUBHOCTh C(HUHTOMHEIMHA3bl B JICWKOLUTAaX, B KYJIbTYpPE KOKHBIX
¢ubpobracToB, OMONITATOB IEYCHH, CEIIC3CHKU

-yBEJNIMYCHHE KOJIMYECTBAa CPUHTOMUEINHA, X0JIeCTeprHa,
ouc(monoanunrmiepos)pocdara B Guonrarax neuyeHu

-yBEJIMYEHUE  allaHMHAMUHOTpaHcdepas3bl,  acrnapraTaMUHOTpaHc(epa3a3bl B
CBIBOPOTKE

-penTresorpadus Jerkux

-HCCIIeIOBAHNE TIa3HOTO JTHA

-Y3U opranoB OprourHo# MOJOCTH

-HCCJIICJOBAHUC IJIAIICHTBI

Huddepen- | - 6osneznn Humanna-IIuka (tun C)
MUATLHBIN - 0one3us [omre
JIMarHo3 - 6one3np Dapbepa
- GM; - raurnuo3unos
- Oone3nb Bonbmana
- raJaKTOCHUaINI03
Juddepenin | - mporpeccupyromias renaTocrieHOMEeraaus
aJIbHO- - THQUIBTPATHI B JIETKUX
JMArHoCTU4e | - mporpeccupyromas 3anepxxka HITP
CKHeE - CUMIITOM «BHIIHEBOI» KOCTOUYKU
MapKepbl - «IEHUCTBIE)» KJIETKU B MyHKTaTe KOCTHOTO MO3ra
- HEZIOCTaTOYHOCTh CPMHrOMHUETNHA3HI B JIEHKOIIUTaX, B GuOpoOIacToB
Jleuenune MeTto10B 3QPeKTUBHON Ka3zyaabHOI Tepanuu HeT. JledeHre cuMITOMaTUYECcKoe.
[Ipodunaktu | IlpeHatanbHas OUArHOCTUKAa C OINpEAEIEHUEM AaKTHUBHOCTH C(HUHIOMHETHHA3bl B
Ka KYJIbTYpEe aMHUOLMTOB, OMOITATE U KYJIbTYpPE XOpHUOHA.

Boae3nb TI'ome — renermyeckoe 3abosieBaHue, 00yCIOBICHHOE AE(PEKTOM JIM30COMHOTO

dbepmenta B-D-raroko3ugassl.

Bpoxnennass HeZOCTaTOYHOCTH J3TOr0 (epMeHTa BeaeT K

HaKOIIJICHUIO rmolcouepe6p03m[a B KJIICTKax peTHKYHOBHI[OTeJIH&HBHOfI CHCTCMBI, 0CcOOEHHO B

MEYEHH, CEIe3eHKE M KOCTHOM Mo3re (Tabnuma 12).

Taonwuua 12.
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bonesns [oie

Tumn I - ve Tun 11 — undanTUIBHBIN Tum III - nogocTpsii
HEWPOHOIMATUYECKUHN | WIIM OCTPBII HEWPOHONIATHYECKUI
HEUPOHOMATHYECKUIA

OTtuonorus I'en kaptupoBan Ha 1q21. Myranuu CTpyKTypHOTO reHa ajis Jim3ocomHou [-D-
TJIFOKO3UAa3bl  (PB-TirokonepeOpo3uaaspl), MPUBOIAIIAE K €€ HEJOCTAaTOYHOCTH B
KJIETKaX ME3€HXUMHOI'O ITPOUCXOXKICHHUS.

I'enetuka Beicokas dacrora y | Pactpoctpanen Beicokas gacrora B [lIBenun
€BpEEB-alIKEeHA3U PaBHOMEpPHO. (myTanus-1.444P)
(myTanus-N370S). Yacrota 1:40 000.

Yacrora 1:450.

[Tarorenes ®epMmeHT B-D-riaroko3ugaza HAXOAUTCS BHYTPU JIM30COM U OTBEYAET 3a pacllleryieHue
B-D-rirokonepebpo3umaa Ha ImepaMu W TJIOKO3y. B pesymbrare HeaoCTaTOYHOMN
aKTUBHOCTH JIM30COMHOM [B-D-riroko3ua3el HE MPOUCXOJUT IMOJHOTO PaCIlEIICHUS
[IIIOKOIIepeOpO31 0B, OHM HAKAIUIMBAIOTCS B JIM30cOMax KieTok opraHos (tun Il u I11)
u B Makpodarax (tum I). «Harpyxennsie» nununamu «kiaeTku ['oiey, BbI3bIBAIOT B
MapeH3XMMAaTO3HbIX OpraHax U KOCTHOM TKaHU UHQUIbTPALUU U UHPAPKTHI.

Hauano Ot poxnieHus - rox Kn3HU Ot 1-ro mecsina
no 80 et (3-1 mecsr) no 14 ner

Knunuka -T€MaToCIIEHO- -nucarus, JJapuHrocnasm -TenaToCIIEHO-Meranus
Merajus -acTMpalMOHHAs THEBMOHUS -OKYJIOMOTOpHBIE
-reMOpparuyecKui -MbIlI€YHas JUCTOHUS HapyIICHUS
CUH/IPOM -TenaToCIIEHOMETalIUs -odranpMoIIerus
-0CTEONeHUYECKas U -OKYJIOMOTOPHBIE HAapyILIEHUsI | ~-MHOKJIOHHYECKHE
OCTEOJIUTUYECKAs -runeppeduexcus CyJ0poru
JiereHepalms ckeyiera -perpeccusi HaBbIKOB -TeHepaJln30BaHHbIE
-KOCTHBIE€ KPU3bI -3HIIP TOHUKO-KIIOHUYECKHUE
-UHQWIBTPATHI B | -MUOKJIOHUYECKHUE CYJOpOrU CyJI0oporu
JIETKUX -anatus 00€3/1BHKEHHOCTD -JIEMEHLUs, aTaKCHUs
-XITH -rubens B 9 mec.-2 rona -rubens B Bo3pacte 12-17
-IIUPPO3 MEYEHU JeT

JlaGoparop- | -mmaHIMUTONIEHUS -TPOMOOIIUTOTICHHS

HbI€ JJaHHBIE | -peHTreHorpadus -HOPMOLIUTapHAsI aHEMHUS
-Y3U BHYTPEHHUX | -JICUKOTICHUS
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OpraHoB -MaHIUTOIICHUS
-«kJIeTKu ['omie» B KOCTHOM MO3re, [IeYeHH

-BBICOKAs AKTHUBHOCTh KHUCJION ¢docdarassl "
XUTOTPHO3H/IA3bl CHIBOPOTKU

-HEAOCTAaTOYHOCTh [(-D-Tiroko3uma3sl B JEHKOLHMTAX |
¢ubpobnacrtax

-00I', KT/MPT romoBHoro Mo3sra

-penTresorpadus

-Y3U BHYTpEHHUX OpraHOB

Huddepen- | -BUpYCHBIN TenaTuT -C(PMHTOJIMIUI03bI C TeNAaTOCIIIEHOMETaIen
LUAJIBHBII -OCTEOMHUEIIUT -0one3np Humanna-Iluka (tun A, C)
JIMArHo3 -KOCTHBIHN TyOepKyJie3 -0one3np Gapbepa (aTunuyHbie HOPMBI)
-reMopuiIus -GM; - ranrnmo3uaos
-C(UHTOJIUITH 1036 -6one3np Bosbmana
-rajJaKTOCHAINA03
-BpOXICHHAs OKYJIOMOTOpPHAs allpaKcHs
Huddepenun | -nmporpeccupyromas -IPOTPECCUPYIOIIAsl T€NaTOCINIEHOMETaIMs Ha IEPBOM ro/1y
aJIbHO- renaTroCIUICHO-METalusl | KU3HU
JMAarHOCTUYE | -KOCTHBIE KPU3bI -IPOTPECCUPYIOMMNM ceUPUUECKUI TUII OKYIOMOTOPHBIX
CKHUE -IIOBBIICHHAS paccTpoucTB
MapKepbl KPOBOTOYHBOCTh -IpOTpECCUPYIOIIAs 3a/IepP>KKa ICUXOMOTOPHOTO Pa3BUTHS
-MaHIUTOIICHUS -aHeMHsl, TPOMOOLIUTOTICHUS
-HEeJI0CTaTOYHOCTh [3-D- | -«IeHuCThIe» KIETKH B IyHKTAaTE KOCTHOIO MO3ra
TIFOKO3U I35l B | HEAOCTATOYHOCTh [-D-Timroko3ua3sl B - JICHKOIUTAX W
nefKonuTax u | pubpobiacrax
¢ubpobnactax
Jleuenue Tun 1 - 3amectuTenbHas sH3UMOTepanus - mnpenapatbl «llepenaza» (pepmeHnr,

BbIJICNICHHBIM U3 TutaueHThl) U «Mmurmouepaza» («Llepe3sum») (pekoMOMHATHBHBIN
(epMeHT) - OCYIIECTBISETCS IyTEM BHYTPUBEHHOTO BBeACHUs | pa3 B 2 Hejaemnu.
CuMnromaTuueckas Tepamusi - AaHANTeTUKM BO BpeMs KOCTHBIX  KPH30B,
XUpPYpruuyecKue BMeIlaTeNnbcTBa U IpoTe3upoBaHue. [IpoTuBomokasaHbl, paHee
LIMPOKO MPUMEHSBLINECS, CITICHOIKTOMHUS U TPAHCIUIAHTALMsI KOCTHOI'O MO3ra.

Tun 11 - Metoab! 3P PeKTUBHON KazyaabHOU Tepanuu HE OIMCAHBI.

Tun III - »sH3uMoTepanuu mnpemnapatom «Mmurmonepaza»  («llepesum») -
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OCYUIECTBJISIETCS ITyTEM BHYTPUBEHHOTO BBEACHUS | pa3 B 2 HEJEINH.

[Ipodunak- | IlpeHatanbHasi JUarHOCTHKA IyTEM OIPENENICHUS aKTUBHOCTH [(-D-riroko3uaassl B

THKa KYJIbTYpEe aMHUOLIUTAX, OuoNTare U KyJapType Xopruona, metos! JJHK-n1uarnoctuku.

Boae3np ®@adpu - rererndeckoe 3a0oJieBaHUE, 0OYCIOBIEHHOE Ne()EeKTOM JIM30COMHOTO
dbepmenTa @-ramakTo3ugasel A. BpokaeHHas HEIOCTaTOYHOCTh 3TOTO (epMeHTa BeIeT K

HaKOTUICHHIO TIIMKOC(HUHTOIUIUIOB B KIETKAX PETUKYI0IHI0TEIUATBHOM cucTeMBbI (Tabimia 13).

Tabnuna 13.
bonesnp ®abpu
Knaccuueckast popma ATunuyusbie GOpMBI
OTHONOTUA MyTtanuu CTpyKTYpPHOTO T€Ha ISl TU30COMHOM (I-TaJIaKTO3UAa3bl A, IPUBOIAIINE

K €€ HEAOCTAaTOYHOCTH B OOJBIIMHCTBE BUCHCPAJIIBHBIX OPTaHOB U OMOJOTHYECKUX

KUIKOCTAX. ['eH kapTupoBaH Ha Xq22.

I'enetuka X-CIeTIeHHBIH perieccuBHbIN THN HacienoBanus. Yacrora 1:40 000.

IlaTtorenes HenmocraTtounocts d-ramakTo3uja3sl MPHUBOJWAT K HAKOIUICHHUIO B JIM30COMAax
LepaMUATPUTEeKCo3uaa  (PHAOTENMHA  COCYJIOB W OIUTEIUHA  OpPraHoB),
TUTaiakTo3uIepaMuaa  (MOYKH, TMOKENyI0oYHasl J>Kelie3a, Cepale, JIETKHE,
HEPBHBIC TAHTJIUU U JIP.), Ba3bIBasi MHOTOOYATrOBYIO OKKIIFO3UIO MaJbIX COCYJIOB,

O6YCHaBJ'II/IBa$I SBJICHUA NIIEMUU U I/IH(i)apKTa B OpraHax u CUCTEMax.

Hauano JleTckuii BO3pacT uiv myOepTaTHBIN EPUO.
Kimmanka Manudecranus: cwibHble 007U B | Msrkoe, aCUMIITOMAaTHYECKOE TCUCHHE,
KOHCYHOCTSX, AKpOIapecTe3nu, | C MPEUMYIIECTBEHHBIM MOPAXKEHUEM

aHTMOAKTa3bl, MOMYTHEHUE POTOBMIBI | cepana. B HEKOTOpbIX  ciydasx
n xpycranuka. Jlanee: mnopaxkeHUE | BBISBISAETCS MSATKas IPOTEUHYPUS.

cepAlla, HEPBHOW CHCTEMBI, MOYEK,
KEIYI0YHO-KUIIEYHOTO TpakTa u Jp.
CMepTh HacTymaeT OT YpEeMUU B

cpennem B 40 ser.

Juarnoctuka | B aHanm3ax Mouu: mpOTEUHYpHUs, TEMTYpPHs], MIIUHAPYPHUS, KIETKH MOYEIHOTO
SMUTENMS, TIOJINYPHUS, TUTTUTHBIE TTI00YIIBI B BUIEC «MAIBTHHCKOTO KPECTay.

B ananmzax KpoBH: aHEMUS, PETUKYJIOIIUTO3, TTOBBIIICHHAS] CBEPTHIBAEMOCTb.

B Ouonrare kocTHOTO MO3ra: Makpodaru ¢ «IeHUCTOW» ITUTOILIA3MOM.

OKT', OxoKI', KT\MPT rojmosaoro mo3ra, 931", DHMI', ncciaeaoBanue riazHoro

JTHA U TJIa3HBIX CPE U Ip.
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Jud. mraraos

DyKo31103, CHATHI03, TATAKTOCHAIN 103, OoJie3Hs [Iunmiepa.

Jleuenue

CuMrnromaTHyeckoe: IpH aKpomapecTe3usx - G-apeHepruyeckuii OgokaTop
(beHokcubeH3amMuH, TuEeHWITHAAHTONHA U KapOaMa3enuHa, HeHPOTPOIIUH.

[Ipu novyeuHo# HEAOCTATOUHOCTH - TEMOAMANIN3, TPAHCIUIAHTALUS [TOYEK.
depmeHT-3aMecTUTeNbHas Tepanus - npenapat «Dabdpazaitmy».

I'enorepanus.

[Ipodunakruka

[IpenaranpHas [MarHOCTUKAa — OINpeEeNieHue AaKTUBHOCTU JIM30COMHOW G-

rajlakTo3u/J1a3bl B OMOIICMHM XOpUOHa U KylbType aMmHuonuroB u JIHK-ananus.

B rpymnme JIM30COMHBIX 0o0JIe3HEH HAKOIICHUS JIMIIU 0B BBIACIIAIOT METAXPOMATHIECCKYIO

JeiikonucTpoduio (cynbpaTuaHbIA JUNUI03) - HACIEACTBEHHOE pPAacCTPOMCTBO MeTaboiau3ma

mMueiauHa. B

MCUXUATPHUICCK

HaCcTOAIECEC BpeMA  YyU4aCTUJIIOCh  BBIABJIICHHE  3TOTO 3a00J1eBaHUs cpeau

Oro MW HEBPOJOTHUYCCKOI0O KOHTHUHI'CHTA 6OJ'IBHI)IX, o arogapss IIKUPOKOMY

WCIIOJIb30BAHUIO METOI0B HeMpoBU3yanu3anuu (Tadnumna 14).

Taonuua 14.

Meraxpomaruueckas JJeUKkoaAucTpodus (CyabPaTuaHbIA TUTUI03).

Bpoxnennas | UnadantunsHas IOBenunvHas popma | B3pocnas gpopma
dhopma dbopma

OTtuonorus I'en xaprupoBan Ha 22ql3.31-qter. Myranuu CTpyKTypHOro TreHa MJis
JM30COMHOM apuicynbdaTa3sl A, TPHUBOAAIIME K €€ HEJOCTAaTOYHOCTH B TOYKaX,
MeYeHU, TOJOBHOM MO3re, Jeikonurax, (ubpobmacrax, moue, cje3ax, CIIOHE,
KOCTHOM MO3Ta.

I'enetuka AyTOCOMHO-PELIECCUBHBIN TUII HACJIEIOBAHHUSI.

[laTorenes Henocratounocts  depmenta  Onokupyer  Truapoaus  cyiabpara  OT
epedpo3uacynbhaToB B JIM30COMaX KIETOK OEJIOro BemecTBa M IMepudEepUIECKUX
HEPBOB. BHYTpPHIM30COMHOE HAKOIUICHHE JIMIHOB COIPOBOXKAACTCS THOEIBIO
HEHPOHOB ¥ KJIETOK TJINH, IPUBOJIS K JleTiepeOpanny.

Hauano 0-1 mecsx 1-2-1 ro1 »KU3HU 4-12 ner 14-62 rona

Knanka arrHo? MPOTPECCUPYIONIAsl | HApyIICHHUE Iporpeccupyoiiee
TMCITHOD 3aJiepIKKa BHUMaHHE M3MEHEHHE JTHIYHOCTH
[IUAHO3 MICUXOMOTOPHOTO MOTOpHAas norepst
TOHHKO- pa3BUTHSA HEJIOBKOCTH npoheccCHOHATBHBIX
KJIOHWYECKH | MPOTPECcCUpyomas | IMHAMHUYECcKast HaBBIKOB
€ CYIOpOTH | MBIIICYHAsS aTakcus amarus
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MBbIIlIEYHAs! | TUIIOTOHUS Tpemop, SMOIIMOHAJIbHAS
TUIOTOHMS | runopeduexcus TUIEPKUHE3BI Ja0UIIBHOCTD
rubens B | TeTpamapes MBIIIEYHBII HapylIeHUEe MaMsATu
Te4eHue 1-x | moymapTpairuu TUIEPTOHYC NI€30pUEHTALUS
CyTOK aTakcus aTpodus IICUXO3bI
OynbOapHO- 3pUTENbHBIX HEPBOB | JAETIPECCHS
nceBaAoOyab0apHbId | MCeBAOOYIBL0APHBIA | TAUTIONMHAIIUN
CUH/IPOM napanuy 00€3/1IBU’)KEHHOCTh
neniepedpaioHHasl | Cy10poru SHYpE3, FHKOIIpE3
PErUAHOCTD crubaTesibHbIe atpodusi  3pUTEIBHBIX
aTpodus KOHTPaKTypbl HEPBOB
3pUTENbHBIX HEPBOB | PErpeccHsi HABBIKOB | CYIOPOTrH
A3apTPUS rubenb  BO  2-M | CACTUYECKUM
CyJoporu JECSITUIIETUI TeTpanapes
rubens B 3-7 et JEKOPTHKALIMOHHASA 11032

JlabGoparop-

HBIC TaHHBIC

HEJIOCTAaTOYHOCTh apuicyiabdarazel A B jeikonurax, (ubdpobiactax, OuomTaTax

TKaHEH, I1a3Me, CII0HE

YBCIUMUCHUEC KOHICHTpalIun CYJ'II)(i)aTI/II[OB B MOYEC

yBenuueHue KoHueHTpauuu Oenka (100 mr/am) u cynbpaTHAOB B CHMHHOMO3TOBOM

KUIKOCTHU

KT/MPT rosoBHOro Mo3ra

20I
OHMI'

HUCCICOOBAaHHUEC I'/Ia3HOI'O JHa

Huddepen- | MHOKeCTBEHHAs Cynb(aTazHasi HE0CTATOYHOCTh
UATBHBII HEJI0OCTATOYHOCTh O€JIKa-aKTUBATOPA, COTIOOMIM3UPYIONIETo Iiepedpo3uacyibdar
JIMarHo3 6ose3nr Kpaboe

6one3nr apbepa

GM; — ranrnmuo3uo3

HEHpOHAIbHBIN HEPOUAHBIN JIMNOPYCIUHO3

MUTOXOHJIpUaiIbHbIe 00s1e3HU (06071e3Hb Jles)
Juddepenu | mporpeccupyromme NCuXoMOTOPHbIE paccTpOicTBa JenepCcoHaNn3anus
aJIbHO- perpeccusi HaBbIKOB YMOLMOHATBbHAS
JMarHOCTHYE | MBIIICYHAST THIOTOHUS, TEPeXOAdmas B MBIIICYHBIH | Ta0MIBHOCTD
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CKHue TUTIEPTOHYC W B TEPMUHAIBHOW CTaguu pa3BUTHE | OECIIOKONCTBO
MapKepbl nenepeOparmoHHON PUTHTHOCTH anaTus
TEMUTLIET U / TeTparierus MBIIIIEYHBIA TUIIEPTOHYC
MPOrpeCCUpyIoNIas YMCTBEHHAs! OTCTaJIOCTh CHACTUYHOCTh
MPOTrPECCUPYIONIAsl ATAKCHS Jerpeccust
TU3apTPUs raJUTIOLMHALUA
MYTHU3M IapaHous
aTpodus 3pUTEIHHBIX HEPBOB, CJICTIOTA nenepeOpanmoHHas
HEJIOCTATOYHOCTh apwicyibdaTtazbl A B JEHKOUMTAX, | PUTUIHOCTH
¢ubpobnacTax HEJI0OCTATOYHOCTh
yBenuyeHue 0eaKa B CHUHHOMO3TOBOM KHIKOCTH apuicynbgarassl A B
m3menenus KT/MPT ronoBaoro mo3sra (IeMuenuHUA3AIMSA, | JCMUCTHHU3AIINS,
aTpodus) aTpodus KOPBI
TFOJIOBHOT'O MO3Ta
Jleuenune Jleuenne cumnromaTu4ecKoe.
[Ipodunaktu | [IpenatanpHass  JAMAarHOCTHKA  BO3MOXKHA  IIyTeM  OMPENEICHUS  aKTUBHOCTH
Ka apwicynbdaTtazbl A B KyIbType aMHHOILMTOB, OHMONTaTe W KYJIbType XOpPHOHA,

MetoaoM JIHK-auarnoctuku.

FI/Il'lepJII/IHI/I}IeMI/II/I.

bone3nu ¢ Hapymenuem merabos3ma JUIONPOTEUIOB B KPOBHU WM THUIEPIUNHAEMUU -

IMOBBIIICHUC YPOBHS JIMIIMAOB B IIa3ME KPOBHU, B KOTOpOfI OHH COACpKATCA C aJIB6YMI/IHOM B BHJC

smyabcuu. Jlunonporenapl 0GecneunBaOT TPAHCHOPTUPOBKY XOJIECTEPUHA M TPUIIIMIEPUAOB K

opraaM. [IpuynHON HacIEeICTBEHHBIX THUIEPIUNUAEMUN OOBIYHO SBIISIETCA HapylleHHEe OOMEHa

JUTIONPOTEUIOB (IePEKT perenTopoB JUMOTPOTEU0B). M30BITOK TUNIUAOB B KPOBU NPHUBOJHUT B

MEPBYIO OUYepe/ib K MOPAKECHUIO OPIaHOB CEPACYHO-COCYAUCTON CHCTEMBI.

Haubonee sipkuMm npeacTaBUTEIbCTBOM 3TOW TpYIIbI 3a00J€BaHUMl SIBISIETCS ceMelHas

runepxoJsecrepunemus (tadmauma 15).

Tabmmuma 15.

CemeliHasi TUIIEPXOJIECTEPUHEMUS.

T'eneruka

Yacrora rerepo3urotssix ¢popm 1:500, yacrora romo3urotusix popm 1:250 000.

OTHOJIOTUS

Tun HacnegoBaHUs - ayTOCOMHO-IOMUHAHTHBIA. BBISBICHO 4 Kacca MyTaluy T€HOB

peuenropos JIIIHII, B pe3ynprare Hapymaercs CHUHTE3, TPAHCIOPT, CBA3BIBAHUE U

kinacrepusanus JIITHII B knetke.
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IlaTtorenes

JIITHIT TpancniopTHpyIOT ABE TPETU BCETO XOJIECTEpHHA IJIa3Mbl U HanboJiee OoraTeie
uM (couepkanue xojecrepuHa g0 45-50%). JIIHII sBnsrorcs ocCHOBHOM
TPaHCIIOPTHOU (OPMOM XOJEeCTepUHA JUISI HYKJI COCYIUCTOM CTEHKH, W TIpU
IIaTOJIOTMYECKUX YCIIOBUSX - MCTOYHHKOM HAKOIUIEHUS €r0 B CTEHKE COCYAOB, 4TO

00yCIlIaBJIMBACT Pa3BUTUE PAHHETO U PE3KO BBIPAKCHHOI'O aTePOCKIIEPO3a.

Hauano B nerckom Bo3pacre.
Kmmauka PpaHHAA THIICPXOJICCTCPUHEMU A
KCaHTOMBI Ha KOXE, Ha CYXOXKUIHAX
JIMIIONAHAsA ayra Ha poroBHUIIC
B [1IEPHO/] TIOJIOBOT'O CO3PEBAHMUS - AaTEPOMATO3HOE NOPAKEHHUE YCThsI A0PThI U KPYITHBIX
apTepI/II‘/II, CT€HO3 BCHCYHBIX apTepI/II\/'I, 4TO HOPOABIIACTCA CUCTOJIMYCCKUM INYMOM Ha
aopte
uieMuyeckasi 60Je3Hb cepara
[MaHKpEaTUT
CMEpPTh, OT OCTPON KOPOHAPHOM HEAOCTATOYHOCTH, B Bo3pacte 10 30 yer
Jlaboparop- | onpexnenenue ypoBHs JITIHII-XC B cbiBOpoTKE KPOBH

HBIC TaHHBIC

OnoXuMHUYecKas
OKTI”

VY3U BHYTpEHHUX OPraHOB

Huddepen-
[AATBHBIA

JTNarHo3

nepaMuIHbIN Tunuao3 (6one3ns Gapbepa)
HEBPOHAJIbHBIE LEPOUUTUIIOYCIIUHO3bI
6one3ub Pedcyma

Oosie3np BoisMmana

Jleuenue

CUMIITOMaTHYECKOE:
)II/ICTOTepaHI/ISI C Ol"paHI/ILIeHI/IeM JKUBOTHBIX )KI/IpOB
masModepes OJIMH pa3 B 2 HEJEIH
IIpU TE€TEPO3UTOTHBIX (PopMax ceMeHHOI TUIEpPXOJIECTEPUHEMUU - JIEKApCTBEHHbIE
CPEIICTBa, CHIIKAIOIIME YPOBEHb XOJECTEPHUHA W JIMMOMPOTEHIOB B KPOBU U
Ol"paHI/ILII/IBaIOIHI/Ie HMX BCACBIBAHHNC B KNIIICYHHUKC
IIYHTUPOBAHUE - AHACTOMO3 MEX/y TOIIEH U MOAB3I0IIHON KUIIKAMU, JJI CHUKECHUS
BCACBIBaHUS XOJIECTEPUHA

TpaHCIIaHTalOus IMCYCHU

[Ipodunak-

THUKa

[IpoCreKTUBHBIA CKPUHHUHT Ha TE€TEPO3UTOTOHOCHUTEIBCTBO Yy CYNPYKECKUX Map

IpymnIbl pucka. MeauKo-reHeTH4eckoe KOHCYJIbTHPOBaHUE.
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7.2 AMUHOAIMNAOITATUN (PEHUJIKETOHYPUSA, TUPO3MHEMU S, BOJIE3Hb
«KJIEHOBOTI'O CUPOITA» U1 JIP.)
DeHnJIKeTOHYPHSI - HamOOJee YacTo BCTpedaromasics aMuHoanuaonatus (tabmuma 16)
HE/IOCTaTOYHOCTh (heHMIIATaHUH-4-THAPOKCHIIA3bl, B pPE3yJlbTaTe Yero OJIIOKUPYETCS MpoIece
npeBpanieHuss (peHwIaJlaHnHa B THPO3WH. B opranm3me HaKalIMBAaIOTCAd TOKCHUYHBIC

(heHUITKETOTIPON3BOTHBIE COCTUHEHUS.

Tabnuua 16.
YactoTa peHUIKETOHYPHH.
EBpomna 1:15000 HOBOPOXIEHHBIX
WNpnanaus 1:4500  HOBOPOXKAEHHBIX
I'epmanus 1:6700  HOBOPOXKAEHHBIX
Yexnus 1:8000  HOBOPOKJIEHHBIX
[MIBenus 1:30000 HOBOPOMKAEHHBIX
Poccus 1:7000  HOBOPOKJIEHHBIX
Mocksa 1:11800 HOBOpPOXJIEHHBIX
benopyccus 1:5600  HOBOPOKJIEHHBIX
Typuus 1:2600  HOBOPOXKAEHHBIX
SAnonus 1:11900 HOBOPOMKAEHHBIX

®enortun pedeHkKa ¢ PEHUIKETOHYpHEH ¢ poXKAeHHUs] HOpMalibHbIi. C HayaqIoM MOJOYHOTO
MUTAaHUS B OpraHuW3ME€ HaKalUIMBaeTcsl (peHusanaHuH ((PpeHuIalaHMHEMHUs) U €ro MPOU3BOJHbBIE -
(GeHWIMUpOBUHOrpagHas M (EHWIMOJOYHAsT KHUCJIOTHl (HEHpOTpONHBIE $1bl, pa3pyllaroline
MUEIMHOBYIO 000JI0YKY aKCOHOB, YTO IPHUBOJIUT K CIa00YMUIO, CYIOPOXKHOMY cuHApomy). K 2-3
MEC. JKU3HU KO’Ka M BOJIOCHI CBETJICIOT, BCJIEACTBUE HEJOCTATKa THUPO3HMHA, SIBJISIFOLIETOCS YacThIO
oOMeHa HeWpoMenuaTopoB (KaTexoJaMHHOB M CEpOTOHHMHA), U MeJlaHMHa. Moua U MOT UMEIOT
«MBIIMHBINY 3amax. CyJOpOKHBII CUHIPOM U OJIMTO(QpEeHUs Pa3BUBAIOTCS BO BTOPOM IOJIYTOJAUU
AKU3HU.

Huaenocmuxa (HEHUIKETOHYPUM OCHOBaHAa HA COBOKYIHOCTH TI'€HEAJOIMUECKHX JaHHBIX,
pe3yiapraTax KIMHMYECKOro M OumoxuMmMuyeckoro oOcienoBaHusi (IPEBBILICHUE  YPOBHS
¢denmnananuHa B kpoBu Oosee 900-1200 mxmoiib/n, mojoxutenbHas npoda ®enunra). [Ipsamas
IMarHocThKa peHmikeTonypuu ¢ nomoupto JJHK-30H10B.

Jlewenue: orpaHUYeHUE TIOCTYIUICHHS (QeHWwIadaHuHa ¢ numed. [pynHeix — pereit
BCKapMJIMBAIOT CMECSIMH, COJEpXKallUMU OesKoBble ruaponusarsl - «Jlodenanak», «AneHumIaK»,

«Denmn-40», nns gereit crapmie roga - «Penundpuy, «Terpadben», «Pennn-100» u 1.4. Hanee
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HCKIIIOYAIOT OEIKOBBIE MPOAYKTHI: MSCO, pbIOa, TBOPOT, SMYHBIA Oeyok, xyied u aAp. JloGaBisioT
OBOILIY, (PYKTHI, ClEeLUaIbHbIE HU3KOOEIKOBbIE MPOAYKTHI (0COOBIM Xie0d, BEepMHILEb, KPYIY
caro, BapeHbe, MeJI U JIp.), Ha OCHOBE KyKypy3Horo kpaxmaina. Cyro4yHas go3a Oelka, mojiyqaeMoro
peOCHKOM 3a CYET ITUX MPOAYKTOB, HE mpeBbiaeT 6-8 r. Cobmtonate quety Heooxoaumo 1o 10-12
jaeT. 3areM KOJMYECTBO OOBIYHBIX IPOJYKTOB IIOCTEIIEHHO YBEJIWYUBAETCS, W MallMEHTbI
MEepeBOJIATCA Ha BererapuaHckoe nutanue. llpu mnoBbIIeHHONW (M3MUECKON WM YMCTBEHHOM
Harpyske - 3aMeHuTeNu Oenka.

B KOMIJIEKCHOM JIe4eHMM HCIOJIb3YIOT HOOTpOIIBI, MpernapaTbl € IPOMEIUATOPHBIM
AelicTBueM (HAKOM W Jip.), TOJMBUTAMHHBI C MHHEPAJbHBIMH COJISIMH, MAacCaX, JICYeOHYIO
GU3KyIBTYPY.

Tupo3unemus - MoiieKynsipHas 00Jie3Hb, CBSI3aHHAs C MYTallMell CTPYKTYpHOTO reHa s
LMTO30JIbHOM (pymapuiareroaneraTruiposiasbl, IpUBOAIIasl K €€ HEAOCTaTOYHOCTH B IIEYEHH,
noukax, JuMmdornurax. ['en kaptupoBan Ha 15923-q25. AyTOCOMHO-pEIIECCUBHBINA THII
HacyeoBaHus. 3aboJeBaHUE PACHPOCTPAHEHO Yy KaHAJACKUX (paHIy30B B mnpoBuHIMH KBebek.
Yacrota 1:900 000.

Ilamozcenes. depMeHT FKCIpeccUpyeTcsl B MEYEHU U IMOYKaX, KaTaIU3UPYET MOCIEAHION
peaknuio KataboiuM3Ma THPO3WHA - TUApodu3 dymapuianeroanerara Ha (ymMapoBylO U
alleTOYKCYCHYIO KHCJIOTBI, YTO BEAET K HAKOIUICHUIO T€NaTo/peHaJOTOKCUYHBIX IMPOJYKTOB -
¢dbymapunaleroanerara ¥ MeTHJIaleToalneraTa 1 K 00pa30BaHUIO MX HACBIIIEHHBIX MPOU3BOIHBIX
CYKLIMHMJIAIIETOALIETOHAa M CYKIMHWJIALETOHAa. BHYTpHUKIETOUHOE HAKOIUICHHE 3TUX MPOAYKTOB
NPUBOAMT K TMATOJOTMYECKHMM W3MEHEHHSM II€YCHH M TI0YEK: IUPPO3, IUCIUIACTHYECKHE
M3MEHEHHUs], TTIOMEPYJIOCKIEPO3 U U3MEHEHUS KaHAJIbLIEB, XapaKTepHbIe A1 cuHApomMa DaHKOHU.

CyKUMHUIALETOH  SIBJISIETCSl ~ MUHTMOUTOPOM  MOYEYHO-TYOYNIsSpHOM  (QYHKUMH U
o0yclaBIMBaeT HAKOIUIEHHE HEWPOTOKCUYHOM aMHUHOJIEBYJUHOBOM KHCIIOTBL, IMPOBOLUPYS
BO3HUKHOBEHUE TOphUpHs-nogoOHbIX Kpu3oB. Ilpu mopdonornueckoM uccieaoBaHUU HaXOAST
JIEr€HEPalM0 aKCOHOB ¢ BTOPUYHOW JEMHUEITMHU3AIUECH.

Knunuka. Paznuyaror octpyro (1) m xponumdeckyro (1) ¢opmbr 3aboneBanusi, KOTOpPHIS
HHOTI'JIa COYETAIOTCS B OJHOM CEMEE.

Octpas dhopma. Havano 6one3nu - 1-i o1 KU3HA: pBOTA, AUApEs, NETUAPATALINS, 3aePKKa
(GU3NYECKOTO PAa3BUTHA, THUIOTPO(HSA, IHXOpaaKa, MBIIICYHAs] TUIOTOHHS, CcHenu(puIecKuit
"KamyCcTHBIA" 3amax Tema, JKenTyxa. lemaroMeranusi Wid TEMmaToCIIEHOMEralvs, aclluT, OTEKH,
MmeneHa. MHpekuu, cTpecchl NPUBOAAT K Pa3BHTHIO OCTPHIX NMEUYECHOUYHBIX KPH30B - Ha (hOoHE
(beOpuiIbHONM TeMIepaTypbl OCTPO pPa3BUBAETCS aCUUT, JKENTyXa, aOJoMHMHaJbHBIE O00JIH,
KpOBOTEUEHUS JKEIYAOYHO-KHIIEYHOro Tpakrta. CMepTh B Bo3pacTe 10 | rojpa OT Me4yeHOYHOM
HEJ0CTaTOYHOCTH, KPOBOTEUEHHMSI, PEKE OT LUPPO3a MWIIM KAPLIUHOMBI TIEUEHU.
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Xponunyeckas dopma. Hauano 60se3Hr CXOHO ¢ TAaKOBBIM MpU OCTpoit popme, HO ¢ Oosiee
MATKUM XpOHUYECKHM TeueHueM. Bo3pact Hauana 3aboneBaHus - 1-H roj KU3HH: IEUYEHOUYHBIE
KpH3bl, XpOHHUYECKAs MeYeHOYHast HEJ0CTaTOYHOCTh c renaromMmerajiuein Win
renaToCTUICHOMETaIue, TMOYEeUHO-TyOy sipHass aucPyHKIuUs, HEPpOMeEraaus, paxuTHICCKUE
U3MEHEHUSIMU CKeJeTa, Turneprpopuyeckas KapAUOMHONATHs, apTepHalibHas TUIIEPTEH3US,
HeBposiornueckue  Kpusbl  NPOSIBISIIOTCS  OCTPBIMM ~ HIpUCTyIaMHu  mepudepudeckoit
MoJIMHENponaTuu: ocTpas ¢aza xapakTepusyercs OOJE3HEHHBIMHM MapecTe3UsIMH, apTepHaIbHOMN
TUIIEPTEH3MEH, TaxXWKapAueW, NapaInTHYECKOW HENPOXOJAMMOCTBK)  KHIIEYHUKA, HWHOrJA
MPOrPECCUPYIONIUMH MapaJIM4aMu, JJIUTEIBHOCTBIO 1-7 1HEH, IMOCIIe Yero HacTylmaeT MNEPHOL
BoccTaHoBJieHUsl. CuiibHasi OOJIE3HEHHOCTh 3acTaBisieT peOEHKa NPUHATH BBIHYKICHHYIO O3y
"neraBoil cob6aku" - MpeeNbHOrO PacTHKEHMSI TYJIOBUILA U 1IeH (OIIMO0YHO AUATHOCTUPYETCS KaK
MEHUHIHT), MHOTJA BBI3BIBAET AyTOArpeccuio (OTKYChIBAaHHME KOHYHMKA $3bIKAa, TPaBMaTHYECKHM
BBIBUX 3yOOB). MplieuHasi ¢1ab0CTh U Mapalvydd JbIXaTeIbHON MYCKYJaTypbl MHOT/AA TPEOYIOT
HCKYCCTBEHHOM BEHTUJISIIUMU JIETKUX. XapaKTepPHO BO3ZHUKHOBEHUE aJIeHOMAaTO3a M MaJIUTHU3ALUU
nevyeHu (rematokapuurHoma) y nereil crapmie 2 ser. Cmepts B panHeMm jnercrBe (3-10 ner) ot
MEYeHOYHON HEeA0CTaTOYHOCTH, KPOBOTECUEHUH, KaPLIMHOMBI I1€YEHH, HEBPOJIOTUYECKIX KPHU30B.

Juacnocmuxa. Ilpu wucciaenoBaHUU KPOBH ONPEIENAIOTCS HOPMOLUTApHAs aHeMus,
JEHKOIMTO3, HHOTJa TPOMOOIIMTO3, YBEIUYEHHE MPOTPOMOMHOBOIO BPEMEHU, PEAKO reMaTypHsl.
JUis yTOUHEHUsl JUarHo3a HMCCIAeAYHT JIUMQOIMTHI, IPUTPOLUTHI, OMONTAT MEYEHH: aKTUBHOCTD
dbymapunaneroanerararuapoanasbl, npoogaT Y3U, KT opranos Opromuoi#t mosnoctu, KT/MPT
rOJIOBHOT'O MO3ra.

Jleuenue. Crnierupuueckoe JeUeHNE BKIIOUALT:

1) orpannveHne AMETapHOrO TUPO3UHA U (heHuTaIaHNHA (T1JIa3MEHHbIE YPOBHU TUPO3MHA HE
JOJDKHBI TTpeBbimath 800 Mkm/);

2) 2-(2-nutpo-4-tpudnroopomerundoensonn)-1,3-nuknorekcanauon (NTBC), unrudurop
JeruporeHasbl 4-ruJipoKCUPEHUITUIPOBUHOTPAAHON KUCIOTHI, B 103€ 0,5-1,0 Mr/Kr Beca/neHs per
0s IpeJoTBpaIlaeT MPOIYKIHIO Majlensaleroanerara u pymapuiamneroaneTara U Ux Npou3BOAHbIX,
HOPMaJIM3yeT MoKa3aTeau (pyHKIUU MEeYEHH, MOXKET IPEJOTBPATUTh Pa3BUTHE LUPpPO3a MEUYECHU U
MaJIMTHU3ALNIO TIE€YEHHU;

3) TpaHCILJIaHTALMIO TI€YEHH, TEMOIUAIIN3.

IIpogpunaxmuxa

[IpenaranpHas JMArHOCTHMKAa BO3MOXKHA IIYyTEM OIpEIENIeHUs aKTUBHOCTU (ymapui-
alleToaleTaTruapoIna3bl B KylIbTYpe aMHHMOLMTOB, OHONTaTe U KyJIbType XOpPHOHA U IYTEM
UICHTUQUKAIMM  CYKIMHMJIAIIETOHA METOJOM  Ta30BO-KUIKOCTHOM  Xpomarorpaduu/macc-
CHEKTPOMETPHUH B aMHUOTHUECKOM SKUIKOCTH.
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AJbOMHU3M (TJa3HO-KOXKHBINA) - Ae@eKT cuHTe3a (pepMeHTa THPO3MHA3bl, HEOOXOIUMOTO
JUIs HOPMAaJIbHOTO MeJlaHMHOOpa3oBaHMs. B couyeraHuu ¢ mopakeHUEM pa3IU4HbIX OPraHOB U
cucteM (OpMHUPYET HECKOJbKO HAacIeACTBEHHBIX cuHApomoB (LlunpkoBckoro-Mapromuca,
BaapnenOypra-Kneitna, Yennaka-Xwuracu). Yacrora 1:39000. ['en iokaim3oBaH Ha JUITMHHOM TLICYE
11-if XxpOMOCOMBL.

Knunuxa: TotanpHas IeNUrMeHTaLUs KOXH, BOJocC, ria3. Koxa G0JIbHBIX po30BO-KpacHas,
HE 3aropaetr, OTCYTCTBYIOT HEBYChl, NUIMEHTHbI€ IISiITHA, HUCTarM, CBETOOOSI3Hb, KpPACHBIH
3paukoBbii pedraexc. Octpora 3peHus cHuxeHa. CHIDKEHa PE3UCTEHTHOCTh K HWH(EKIHSM,
snuIIericus, OecIyioiue, pak Koxu.

TpanuuuoHHble METOJBl  JiedeHHE anbOuHM3Ma HedpPekTuBHb. PexomeHnayercs
HCI0JIb30BaTh Pa3IMUHbIE CPEICTBA 3ALIUTHI OT YAbTPAPHOJIETOBBIX JTydeH.

AJIKanNTOHYPUSl - HEIOCTATOYHOCTh TOMOTEHTU3AT-1,2-TMOKCUT€HAa3bl, MPUBOIAIIAS K
HAKOIUICHHUIO MPOMEKYTOYHOIO MPOJIyKTa paciaia THPO3MHArOMOT€HTU3MHOBOM KUCIOTHL. YacToTa
3-5:1000000.

Knunuxa: nposiBnsercss B Bo3pacte 40 jeT u XapakTepus3yeTcsl MaToJOoruedl CycTaBOB
KOHEYHOCTEH M MO3BOHOYHMKA M OKpAalIMBaHUEM XPSIIEBBIX TKAHEH, a TaKkKe CKIEp, CIM3UCTHIX
000J710UY€K B OXPHUCTOXKENTHIM IBET (0XpoHO3). JlmarHocTuueckoe 3HAYCHUE HUMEET OBICTpoe
MIOTEMHEHHE Ha CBETY MO/ALIEIOYEHHON MOYH BCJIEACTBUE OKUCIEHUS TOMOT€HTU3NHOBOM KUCIIOTHI,
a TaKXKe MOSBJICHMSI OPAaH)KEBOI'O OCAJKa CPeau I'psI3HO-Oypoil KMJIKOCTH MOCIE PeakM MOYHU C
peaktuBOoM beneaukra.

JleitumHo3 (60JI€3HD «KJIEHOBOTO CHUpPONAa») - KETOAUUIYpHs, B PE3ylbTaTe HapyLICHUS
OKHUCJIUTEIBHOTO JIeKapOOKCUIMPOBAHUS POAYKTOB IPEBpallleHUs JeHIHA, BaJIMHA U N30JIeHIIHA
(xetoxucnoTsl). YacroTa 1:90 000 - 120 000.

Knunuxa: pBota, 3amax MouM, HallOMMHAIOILEro 3amax KJIEHOBOI'O CHUpOINa WM OTBapa
OBOLIEH, CBSI3aHHBIM C OOJBIIMM KOJIMYECTBOM BBIJENIAEMbIX KETOKUCIOT: JEeHIMHA, BaJIMHA U
n3onenuHa. Hapymiarores cyXxokuiibHble peguieKchl, TUIOTOHMS MBbIIIL, T'€HEPAIU30BAHHbIE U
OuYaroBbl€ CYAOPOTM, M3MEHEHHE pHUTMa [bIXaHHs, OTMEYaeTcsi YMCTBEHHas oTcrajiocTh. llpu
TSYKEJIOM TEUEHUU - JIETAIbHBIN UCXO/I.

7.3 BOJIE3HU YIJIEBOAHOI'O OBMEHA (I'AJIAKTO3EMUA, TJIMKOI'EHO3bI U J1P.)
l'anakro3zemMusi - SH3UMONATHS, CBA3aHHAsA C HapylIeHHEM OOMEeHa IUIIEBON IrajlakTo3bl,
pa3BUTHEM KaTapakThl, TOPAKEHUEM IIEUEHU, MO3ra, moyek (Tadnuua 17).

Tabmmma 17.

AHamHe3 Hayano 3a001eBaHus B I€pHoL HOBOPOXKAEHHOCTH, MTOCIIE TOJTYyYEHUS

MOJIOKa, 00TaToro JIaKTO30M.
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Teuenue - mporpeccupyrouiee

JKanoOsr

- KUIKANA CTYI

- pBoTa

Knnauka

- )KenTyxa Ha 1 Mecslie Ku3Hu

- YBEJIMUECHUE MTEYEHHU

- YBEJIUYECHUE CEIIE3CHKHU

- acIuT

- OTCTaBaHHUE B HEPBHO-TICUXUYECKOM Pa3BUTHH

- KaTapakra

- OTEKH Ha HOTaX U 00Iue OTCKU

- 3aMETHO€ YJIYYUICHHWE WM BBI3JIOPOBJICHHUE IIOCJIE IOJHOrO
HCKJTIOYCHHUSI MOJIOYHOW THUIMU (JIMarHOCTUYECKUN SITMMHHAIIMOHHBIN

TECT)

JlabopaTopHo-
HHCTpYMEHTAJIbHAA

JUarHoCTuka

1. bnoxuMuueckue UCCiIeI0BaHUS:

-ranakto3a kposu (TCX, tect 'atpn)

-rajakto3a Moyl (TCX CaxapoB moun)

-anaHuHoBas TpaHchepasa (AnAT)

-acnaparuHoBas TpaHcgepasa (AcAT)

-OMnupyOuH HeNpsAMOi

-TJIF0K03a KPOBU

-IPOTEUHYPUS

-MHKpOTEeMaTypus

2. Oxorpadus NeYeHU:

- MPU3HAKHU TeIaTuTa

3. DH3UMO/IMarHOCTHKA:!

- ranakTo30- 1 -pocdatypununrpancdepassbl SpUTPOIUTOB
- TajlakTo30-4-3mumepasa N

4. T'uctonoruyeckue uccie10BaHus OMonTara NeYeHu:

- IPEUPPOTUUYECKUE U IUPPOTUIECKUE U3MEHEHHUS

JuddepennpanbHbIit

JINarHo3

- BPOXJICHHBI T€MaTUT
- XpOHUYECKUH TenaTuT
- HUPPO3 MEYEHU

- CeIICcHucC

- caxapHbIi 1uader
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@pykTo3eMHusi -  BpPOXJIEHHBIH  Jgepuuut  PpykT0o30-1-MOoHODOCHaT-anb/101a3b],
OTBETCTBEHHOM 3a MeTab0JIM3M NHUIIEBON (HPYKTO3BI, HACIETYEMBIH 10 ayTOCOMHO-PEIIECCUBHOMY
tuny. IlposiBnsiercss 3a0ojieBaHuE NPEUMYIIECTBEHHO Juapeed Npu YHOTpeOJeHUHM MpPOIYyKTOB,
coaepxamux Gpykro3y (tabmuia 18).

Tabnuna 18.

AnamHes Hauano - B mepBoM MoJiyroauu *u3Hu, Nocje BBeeHUs: (GPyKTOB
Teuenue - mporpeccupyroniee B NEPBbIE I'OAbl KU3HHU, B IIKOJIBHOM

BO3pacTe - yIy4dlleHue

XKano6st - 3HAUUTEJIbHOE YBEJIMUYEHUE Pa3MepOB KUBOTA
- pBoTa

- OTBpAIIEHUE K CIAAKOMY

Kimanueckas - 3BHa4YuTClIIbHaA rcruatoMerainsa IMpd OTCYTCTBHH  YBCIMYCHHUA
KapTUHa CEJIe3EHKH

- 3JI0pPOBBIE 3yObI

- 3aMETHOE YyJy4YIlIeHUE IOCJe MOJIHOTO HUCKIIOYEHHUS CIAAKON MUIIU

(IMarHOCTUYECKUI AITUMHUHAITMOHHBIN TECT)

WuctpymenrtansHo- | 1. 'emorpamma: TpoMOOIIUTHI
nabopaTopHas 2. buoxuMHu4eckue aHaiau3bl KPOBU:
JUarHOCTHKA - XOJIECTEpUH

- amanuHoBas TpaHcdepaza (AnAT)

- acriaparuHoBas TpaHcdepasza (AcAT)
- TJIIOKO3a

- dpykTO3a

3. buoxuMuYecKuii aHaJIN3 MOYH:

- dpykTO3a

4. Oxorpadus nevyeHu

- 3HAYUTEIbHOE YBEIIMUCHHUE TICYEHU

- TIOTJIOIIEHUE YIITPa3ByKa

5. I'ucTosIornueckoe ucciienoBaHue OuoITara IeYeHu:

- JKHUPOBOM Iemnaros

- HEBOCTIAJIUTENbHBIN (HUOPO3

6. I'ucToXuUMHYECKHE HCCICAOBAHMA TKAHU II€YECHH, ITOYEK, TOHKOMU

KHIIIKH
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- aKTUBHOCTH (pYyKTO030-1-Pochanbmaonazpl

HuddepeHimanb- | - XpOHUYECKHUI renaTuT
HEIA TUarHo3 - IUPPO3 MEYCHU

- OTYXOJIb MICYCHHU

I'nuxoreno3n! (60ne3ub ['upke, [Tomrie, AHnepcena u ap.) - SH3UMHBIC HAPYIICHUS] 0OMEHA
[JIMKOTEHA, TPHUBOAAT K HAKOIUICHWIO B TEUEHH W JPYrHX OpraHoB rimkoreHa. O0oOmieHHas
XapaKTEepPUCTHKA ITUX 3a00JI€BaHNI TIpeICTaBlieHa B Tabmie 19.

Tabmuma 19.

AnamHes Hauano 3a601eBaHus - NOCTENEHHOE, C IEPBOTO Tojia )KU3HU

Teuenue - mporpeccupyronme

XKanoOsl 3aziepkKa ICUXOMOTOPHOTO Pa3BUTHS

OTcraBaHue U HETMPOTIOPIIUOHATBHOCTD (PU3NIECKOTO PA3BUTHS
[ToBbIIEeHNE anmernTa

BonesHeHHbIe CyTOpOTH MBI KOHEYHOCTEH

OO01111e TUNOrIMKEMUYECKUE CYJOPOTH

Kimuanueckas XapakTepHasi BHEITHOCTb: «KYKOJIBHOE€ JIUIIO», OOJBIION KUBOT, TOHKHE
KapTHHA KOHEYHOCTH

VYBenuueHue U yIioTHEHHUE MEYEHU

YBennueHue cene3eHKu

[Topaxxenue cepana

[TopaxxeHue mMoYeKk € HMCXOJOM B  XPOHMYECKYH)  IOYEUHYIO
HEI0CTaTOYHOCTh

[l'uneptpodus ¢ runoToHKeN NONEePEeYHO-M0JIOCATHIX MBIIII]

JlabopaTopHo- 1. buoxumMuyecKue uccaeoBaHus:
MHCTpYMEHTaJbHas | - alaHuHOBas TpaHchepaza (AnAT) T
JMarHOCTUKA - acriaparuHoBas TpaHcdepasza (AcAT) T
- xonectepu T

- TJTIFOKO3a

- TAKTaIno3

- MIAPYBATOIHO3

- rauKoreH B iuMonutax T

- TECTbl C HAarpy3KoW IJIIOKO30U (TJIMKEMUYEeCcKash KpuBas IUIOCKas, WIH
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nuaberonoo0Has, WK C 2-Msl BEpUIMHAMM; JJAKTOTEMUYECKas KpUBas:
CHIDKEHHE HCXOJIHO BBICOKOTO YPOBHSI, MOBBILIEHHUE OT HOPMajibHOIO
YpOBHS JIaKTa3a)

- TecTbl C Harpy3koll ajapeHaquHoM (cialasi TUHepriuKeMudecKas
peaxius; MOBbIIIEHHE YPOBHSA JaKTaTa npu 1 u 4 Tunax)

2. TI'mcronornyeckoe W THCTOXMMHYECKOE WCCIEIOBaHUE Ouomnrara
TICUCHU:

- HEBOCHIAIMTENbHBIN (HUOpo3

- TJIMKOTEH B LIUTOIUIa3Me U siipax renaToluToB

- TIII0K030-6-(hocaraza

3. Dxorpadwusi:

- 3HAUUTEJIbHOE YBEJIMUEHUE [IEYEHH 32 CUET NapEHXUMBI
Huddepenumans- | - XpOHUYECKUHM T€NaTUT
HBIN JMarHO3 - ppyxTOo3emus

- OILyXO0JIN

- BPOXKJICHHBIN MTOPOK cepaua
- HUPPO3 MIEUECHHU
- DIIMCUHIPOM

- IPOrPECCUPYIOLIAsT MbIIIEYHAs! TUCTPOPUSL

7.4 HACJIEACTBEHHBIE BOJIE3HU TPAHCIIOPTA METABOJIMTOB (MYKOBUCLIMIO3
n JIP.)

MyxkoBucuua03 (KucTO3HBIA (hrOpPO3) - HapylIeHHE TPaHCIOpPTa MOHOB XJIOPAa W HATPHUS
yepe3 KJIeTOYHble MeMOpaHbl. ['eéH MyKOBUCIUI032a JIOKAJTU30BaH Ha JJIMHHOM IUIEYE B XPOMOCOME
7 (7931-32), comepxut 250 Thic. map HYKJIEMHOBBIX OCHOBAHWM, BKJIO4YaeT 27 HSK30HOB. ['eH
JNEeTEPMUHUPYET CUHTE3 OeliKa, Ha3bIBAEMOT0 MYKOBUCIIUI03HBIM TPAaHCMEMOPAHHBIM PETYISTOPOM
IIPOBOJMMOCTH.

Tun HacnenoBanus - ayrocoMHo-penieccuBHbli. YactoTta ot 1:1700 1o 1:6500.

Knunuka: MekoHuanbHbIN Uileyc HOBOPOXKIEHHBIX (1%) - 3amonHeHne KUlIeuHruKa I'yCThIM
MEKOHHEM K POXKIACHUIO (TTOJTHASI KUIIEYHAs: HepoXoauMocTh). Kummeunas dopma (5-10%) - mocie
nepeBojia pebdEHKa Ha MCKYCCTBEHHOE BCKAapMIIMBAHME M3-3a HEJOCTAaTKa MaHKPEaTUYECKUX
¢depmenToB. KimHuyecku mnposBIsSeTCS B3AYTHEM >KMBOTA, 3a/I€PKKOW pa3BUTHSA, OOWIIBHBIM,
3JI0BOHHBIM, C OOJIBIIMM KOJIMYECTBOM KHpa CTYJIOM, JAJIEe - XOJIECTATUYECKUIN renaTuT, KupoBast

uHpunbTpauus, uuppo3. Jlerounas ¢opma (15-20%) - runepnpoayKius BS3KOTO ceKpeTa B
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OpOHXOJIETOYHOM CHUCTEME, XPOHMYECKHE BOCHAIUTENbHbIE MPOIECChl (OPOHXMUTHI, MHEBMOHUM),
BTOPUYHBIC W3MEHEHUs1 (OpOHXOMKTa3bl, AM(HU3eMa, MHEBMOCKIEPO3, JerouHoe cepaue). Jern
YMHUPAIOT OT JAbIXaTeIbHOW M CeplAedYHON HenocTtaToyHocTH. CmellaHHas (Jero4HO-KUIIEeYHas)
dbopma (65-75%) - coueTaHne KUIIEYHBIX U OPOHXOJIETOYHBIX CUMIITOMOB.

JlnarHo3s: ompeneneHuss MOHOB HATpUs U XJiopa B moTe (Hatpuit 6osmee 70 MMOJIB/I, XJIOp -
60 mmoub/m). g NpeKIMHUYECKON JMAarHOCTUKU - U3MEPEHHE YPOBHS MUMMYHHOPEAKTHBHOIO
TPUIICHHA, JUIsl ONpENeiIeHHs] aKTUBHOCTU TPHUIICUHOIeHA. PeHTrenorpadus jerkux, >KeayaodHo-
KHUILIEYHOIO TPaKTa, (QYHKIMOHAJIbHbIE TECThl HAa (DYHKIMIO BHEIIHErO JbIXaHWUS U OKCUT'€HALIUIO
KpOBHU.

Jleyenue: maasmui pexuM (OpraHu3alusl CIHOKOWHBIX HUIp, pa3BICUYEHUMN, MIPOTYIIOK),
nuerorepanust (BbicokokanopuiiHas - 130-150% Bo3pacTHON HOpPMBI, yBEJIMYEHHE [OBAPEHHOU
comu a0 1-5 r B cytku), depMeHT3amMecTuTenbHas Tepanus (kpeoH, mansutpar - 1500-2000 en.
aunaspl/kr  BeBca/l  KOpmileHHE), BUTaMUHOTepanus (KHPOpPacTBOPUMBIE  BUTMAaMUHBI),
aHTHOaKkTepuaibHasg Tepanusi (IIMPOKOrOo CHEKTpa JEWUCTBUA), MYKO- UM OpOHXOJIUTUKH,
KUHE3UoTepanus (AblxaTeiabHasi TMMHACTHKA, JPEHAXHOE IMOJIOXKEHHUE), punoTepanus (Maccax,
nedyebHast GU3KYIbTYypa), HICUXOTEpaIIus.

[IporHo3: mpu  CBOEBpEMEHHOM M  aJ€KBATHOM  JIEYEHUM  OJaronpHUsTHBIH,
MIPOJIOJKUTENBHOCTD KU3HU 00JbHBIX B cpeanemM 20-30 er.

7.5 HACJIEACTBEHHBIE BOJIE3HU XEJIY AOUHO-KUIIEYHOT'O TPAKTA
(BPOXKAEHHAA HEJJOCTATOYHOCTD JIAKTA3BI, HEJIMAKWA U J1P.)

Heanakusa  (0oae3np I'm-I'eprepa-I'eiiOHepa, rJIl0TeHOBasi  JHTepPONATHA) -
HENEePEeHOCUMOCTh KOMIIOHEHTOB 0eJIKa 3J1aKOBBIX - IIPOJIAaMUHA U TIIIOTEHUHA (ToTeH). B pa3HbIx
371aKax MpoJaMHUHbI UMEIOT pa3jIMyHOE Ha3BaHUE: B MILIEHULE - TIMAJWH, BO PXKU - CEKAJIMHMH, B
SUMEHE - TOpJEHH, B OBce - aBeHMH U JAp. Camas BBICOKAs KOHIIEHTpAlMsl IPOJaMUHOB
omnpeenserca B MueHuile, sumeHe u pxku. Yacrtora B Poccum - 1:5000 - 1:10000 gerelt, B ctpanax
EBpomner 1:300. Tum HacnegoBaHus - ayTOCOMHO-JIOMHHAHTHBIA. BEIsSIBIIEHa OCHOBHAsI acCOIMAITUs
LEIMAKUU C JIOKyCaMH IeHa TIJIABHOI'O KOMILJIEKCAa T'MCTOCOBMECTUMOCTH, PACHOJIOXKEHHOIO Ha
xpomocomax 14 u 6.

Knunuyeckass cuMmnromaTuka 3a00jeBaHUS OTIMYACTCS OOJIBIIUM HOJUMOPGU3MOM U
3aBUCHT OT Bo3pacra namuenta. "Kiaccuueckas" gpopma 1ennakuy nposBIiseTcs: KIMHUYECKU Yepes
4-8 Henenb Mocie BBEACHUS B MUTAHHUE TNIIOTEHCOAEpIKAIUX MPUKOPMOB WIIM JOKOpMa (MaHHAs
Kala, repkyinecoBbie OTBapbl). IlpoBormpyromumu (akTropaMu MOTYT CIYKUTh KHIIEYHBIE
unpexkunn, OPBU, crpeccoBbie cutyannu. OCHOBHBIMU CUMITOMAMH SIBJISIFOTCS:

- OOWJIbHBIM, 3JI0BOHHBIM, CBETJIbIN, IJIOXO OTMBIBAIOLIUICS CTYN 2 U Oojee pa3 B CYTKU
(80%), mpruem MoIOOHBIN CTYJ MOKET OTMEUATHCS IEPUOTUYECKH B TCUCHHE JKU3HU;
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- yBeIMUeHUE pasmepa xuBota (77%);

- 6omm B xuBote (77%), ¢ JIOKamu3auendn B OKOJOMYMOYHOW 00JIacTH, Yalle HapacTaHue
00JIEBOTO CHHApPOMA MPOUCXOAMWT uepe3 3-5 yacoB TMocie mnpuema nuimd. bomu mpoxomsT
CaMOCTOSITENILHO WX Nocie Aedexanuy;

- pBoTta (47%);

- mucarus (89%);

- OTCTaBaHUE MACChI TeJIa U pOCTa OT OCHOBHBIX Moka3zateneit (60%);

- TPOSIBJICHHS] COIMYTCTBYIOUIEH NUIIEBOW ajuiepruu - artonuyeckuit aepmatut (60%),
pecrimpatopHsiii aepros (33%);

- nposiBiieHUs1 pochOpHO-KaNbIIMEBOW HEIOCTATOUHOCTH - OOJIM B KOCTSIX, HOYHBIE U IPH
¢bu3nyeckoi Harpyske, mepesoMbl KOCTEH MPH HEaJeKBAaTHOUM TpaBMe, MOpaXeHHe 3yOHOU sMaiH,
kapuec (50%);

- pa3ApaXUTEITHLHOCTH, AT PECCUBHOE TIOBEJICHUE, HECTIOKOWHBIN COH (63%));

Kpome OCHOBHBIX MpPOSIBICHUN, OTMEUYAIOTCS 00IME CUMITOMbI BUTAMUHHO-MHUHEPAIbHOMN
u 6enkoBoi HemocraTtouHOcTu: 4yacTble OPBU, mbimieyHas cnabocTh, mapecTe3u, CyIOpPOKHbIN
CUHAPOM (BIUIOTH JI0 SHMWJIENICHUU), OOMOPOKH, TUCTPO(UYECKHE H3MEHEHMsI BOJIOC U HOITEH,
GOJTUKYIASPHBIA ~ TUNEPKEpaTo3, XEWJIUThl, CTOMATUTHI, IOBBIIIEHHAs KPOBOTOYUBOCTD,
TUIONPOTEUHEMUYECKUE OTEKH.

TeueHue LeNMAKUM XapaKTEpU3YETCsl YepeOBaHUEM IEPUOJ0B OOOCTPEHUS U PEMUCCHUU.
ObocTpeHust MOTYT MPOTEKAaTh C MPOrPECCUPYIOLIUM BOBJIEUEHHEM B MATOJOIMYECKHUN IMpoliecc
HOBBIX OPT'aHOB U CUCTEM.

Junarnocruka:

1) KIMHUYECKUN - cOYeTaHWE 3 OCHOBHBIX CHUMIITOMOB W 2 W 00Jie€ JOTOJHUTEIBHBIX -
MI0I03PEHHUE HA LEIUAKUIO.

2) 1abopaTOpHBIN - MOBBIIICHNE YPOBHS aHTUINIMAAUHOBBIX aHTUTEN (AI'A) KimaccoB A u G
- LIeNTMaKKs BO3MOKHA € OOJIbIIION CTETIEHbIO BEPOSITHOCTH.

3) UHCTPYMEHTAJIbHBIN - BbISBIEHUE aTpPO(UU CIU3UCTOU 000JI0UKH 12-MepCTHON KHILKH,
BU3YaJIbHO U XapaKTepHble MOP(HOIOTUYECKUE TIPU3HAKH - JUATHO3 1[EJIMAKUH [TOATBEPIKICH;

4) npu HEBO3MOKHOCTH IIPOBEJCHHUSI BTOPOTO U TPETHEr0 3TAIOB - MPOOHass O0e3rII0TEHOBAS
JeTa He MeHee 3 MecsIEB, a IPU CHUYKEHUU MacCco-pOCTOBBIX MTOKA3aTesel - He MeHee roja.

JledeHue: moXu3HEHHasl AMETa C HUCKIIOYEHUEM MPOJYKTOB, COJEpX AIIUX SYMEHb, OBEC,
MIIEHUILY, POXKb: XJ1€0 OeNblil U YepHbIN, MaKapOHHbIE U MyYHbIE U3/IEIHSI, MOPOKEHOE, HEKOTOPhIE
HOTypThl, UMIIOPTHBIE CBHIPBI, KOJOACHbIE H3enus (M3-3a J00aBJIEHUS MYKH), KOHCEPBBI, COYCHI,
KETUyll, YKCyc (KpoMe s0J0YHOro), MaloOHE3, KOHIUTEPCKHE H3JENUs, PACTBOPUMBIA Kode,
KpacuTelld, KOHCEpBaHThl. B3pociabiM O0IbHBIM 3alpeniaeTcs NpUeM alIkorojs U KypeHue (u3-3a
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OIIACHOCTH Pa3BUTHUs OIYXOJIEBBIX 3a00JieBaHuil). PazpematoTcs u3nenus u3 pucoBoi, KyKypy3HOH
MYKH, KapTo(eabHOro Kpaxmaia, a TakKe pUcoBasi, KyKypy3Hasi, MIlIeHHas, TpeYHeBast Kalllu.

[Iporno3 3abosieBaHMs OIATONPUATHBIN TIPH COOTIOACHUH TUETHI.

7.6 TECTOBBIE 3AJAHN A T10 TEME «HACJIEJICTBEHHBIE BOJIE3HU OBMEHA
BEUIECTB»
Br16epute o1uH U3 IpeyIoKEHHBIX OTBETOB
1. PETPECCHS HEPBHO-TICUXWYECKOI'O PA3ZBUTHU A
1) mpu 0o0JIe3HSIX HAKOTUIEHUS
2) npu aMHHOAIUAYPUN
3) npu TepaTOreHHOM BO3AEHCTBUU BO BPEMsI BHYTPUYTPOOHOIO pa3BUTHUS
4) npu XpOMOCOMHBIX TPAHCIOKALIMSIX
2. 1JI1 HAPYIHEHUA OBMEHA AMUHOKUCJIOT XAPAKTEPHO
1) meTabonuueckuii aru03 B pAaHHEM BO3pacTe
2) HeoObIYHBIH 3a11aX MOYH U MOTa
3) COHJIMBOCTB, 3aTOPMOKEHHOCTh, pBOTA y pEOCHKA paHHEr0 BO3pacTa
4) Bce nepeynciIeHHble IPU3HAKI
5) 3aAepKKa YMCTBEHHOTO Pa3BUTHUSA
3. I ®EHUWJIIKETOHYPUU XAPAKTEPHO
1) bennnkeToHypUs ayTOCOMHO-PELIECCUBHOE 3a00JI€BaHIE
2) OTHUM W3 MIPU3HAKOB (DEHMIIKETOHYPHH SIBIISICTCS TUIIOMUTMEHTAINS
3) Ha3HaYeHHUE TUETHI O3BOJIIET N30€XKaTh 3a/IEP’KKH YMCTBEHHOTO Pa3BUTHUS
4) y B3pOCIBbIX OTPAHUYEHHS] B TUETE MOT'YT ObITh CHSTHI
5) BCe mepeynciIeHHbIC MPU3HAKH
4. 1JIS1 MYKOITIOJIMCAXAPUIO3A XAPAKTEPHO
1) nedunuT MM30coManbHBIX (HEPMEHTOB META00IM3Ma MYKOTIOJIMUCAXAPHIOB
2) renaTocIIeHOMeranus
3) BCce mepeunciaeHHbIC MPU3HAKH
4) nucruiazus CKeeTa, KapJIMKOBOCTh, KOHTPAKTYpa CyCTaBOB
5) 3aziepKKa UHTEIEKTYaJIbHOTO Pa3BUTHS
5.TPYBBIE YUEPTHI JIMLIA, TEITATOMET'AJIUA 1 YMCTBEHHAS OTCTAJIOCTb
I1PH
1) Mykomnoaucaxapuo3e
2) HapyllIeHHE YIIeBOJAHOTO OOMeHa
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3) aMuHOALUTypUHT
4) HeOCTaTOUYHOCTU (PEPMEHTOB LIMKJIA MOYEBUHBI
6. IMATHOCTUYECKHUE KPUTEPUN MYKOBUCLIUZIO3A
1) xpoHHYEeCcKre OPOHXOIKTA3BI, MPABOCTOPOHHEE PACTIONIOKEHUE CEPIIIa
2) rpyOble uepThl JIM1a, KU()OCKOINO03, HOPOK KJIalaHoB cepaua
3) peuMIMBUPYIOIME XPOHUYECKHE MHEBMOHHH, HapylleHHEe (QYHKUUU
MOJDKEITYIOYHOM JKeJie3bl, MaabaOCOpOITs, OOUIBbHBIN 3T0BOHHBIA CTYJI
4) 3amepKKa pocTa, IOMYTHEHHUE POTOBHUIIBI
7. AMATHO3 MYKOBUCHUAO3A CTABUTCA HA OCHOBAHUU
1) GMOXMMHUYECKOTr0 aHAIM3a MOYH U KPOBU
2) KIMHNKH, WHCCIEeN0BAaHUS KOHIEHTpamuu noHoB Na' um CI' B moToBOi
KUIAKOCTH
3) naHHbBIX 0(TANIBMOJIOra, KapU0JIoTra U MapakINHUYECKUX METO/IOB

4) naHHBIX 37eKTpoMuorpaduu 1 KpeaTuH(HoCPOKHHA3BI B CBIBOPOTKE KPOBU

8. BOJIE3HU C HACJIEACTBEHHBIM ITPEJIPACITIOJIOXKEHUEM

Bose3nn ¢ HacjeICTBEeHHOH NpPeApacHoJIOKeHHOCTbI0 - Hapsaay ¢ OoJie3HsIMH,
ATHOJIOTUYECKH O0YCIOBICHHBIMU HACJIEICTBEHHOCThIO (F€HHBIE U XPOMOCOMHBIE) WU (DaKTOpamMu
cpenbl (TpaBMBI, OXOTH), €CTb Trpynma OoJie3HEH, KOTOpPhIE pa3BUBAIOTCA y JHI C
COOTBETCTBYIOILIUM  TE€HOTHIIOM  (COUETaHWE  «IIpelpacHojiaraloliux»  ajuiened)  mpu
IIPOBOLIMPYIOIIEM JEHCTBUM HEOIAaronpusTHEIX (akTOpoB cpeabl. B HacTosiee BpeMs 3Ta rpymnmna
cocrasiszeT 90% oT 0011ero Yncia HaciaeACTBEHHON [TaTOJIOIMHM YEI0BEKA.

MHorue wu3 (PEHOTUNHYECKUX MPU3HAKOB YEJIOBEKAa KOHTPOJUPYIOTCS  OOJIBIINM
KOJIM4E€CTBOM reHoB. Kak/plil U3 3TUX reHOB JEHCTBYET HE3aBUCHUMO OT JIpyrux. B OoibpIInHCTBE
CllydaeB M3MEHYMBOCTb (DEHOTHINHMYECKUX IPU3HAKOB B TOMYJISALUU OTPAXKaeT COBMECTHOE
JIEHCTBHUE COBOKYITHOCTH T'€HOB M (PAKTOPOB BHEIIHEH cpenbl. JlaBHO M3BECTHO O CYIIECTBOBAHUU
«CeMEeNHOI» MpenpacnooKEHHOCTH KO MHOTUM pacHpOCTpaHEHHBIM 3a00JI€BaHUSIM, TaKUM Kak
caxapHbli JaMa0eT, 3JI0KAaYeCTBEHHbIE ONYXOJHM, OpoHXHalbHas acTMa, s3BEHHass OOJIe3Hb,
apTepualibHas THIEPTEH3Hs, aTepOCKIepO3, HIlleMuyeckass 00Je3Hb cepila, peBMaTH3M, LUPpPO3
MEeYEeHH, MMU30(PpPEeHUss U Jp., OJHAKO UX MeHETHYECKUN KOMIIOHEHT HE HacleIyeTcs IO 3aKOHaM
Menpens. Takoil Tum HaclieJOBaHUSI HOCUT Ha3BaHUE MYJIbTU()AKTOPHAIBHOTO.

Hacaexyemocth - 3TO CTeleHb, C KOTOPOM HPEIpacIoyioKEHHOCTh K 3a00JI€BaHUIO
OTpeJIeNIAeTCs TeHETUYECKUMU (PaKTOpaMu B CPAaBHEHUHU € (AaKTOPAMU OKPYKAIOIIEH Cpeibl.

I'papaums HacjieqyeMoCTH M3y4aeMOro IPU3HAKA BBIPAXKAETCSI B METPUYECKUX €IMHMIAX
1 Ha3bIBaeTCsl (PEHOTUNMYECKMM 3HAYeHHEM.
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ITHOJIOTUSA M MATOreHe3 JaHHbIX O0Je3Hel CI0KHBI U BO MHOTOM HE U3ydeHbl. B ocHOBe
HACJIEICTBEHHON  IpeApachojOKEHHOCTH JIEKUT IIUPOKUM TEeHETUYECKUH MoIuMopdu3M
MOMYJISIIMM yenoBeka o gpepmeHTam, Oenkam ¥ aHTUreHaMm. B nonynsauusax yenoBeka He MeHee 25-
30% mokycoB (m3 40 000) mnpencraBmeHo naByMs amiensMu u  Oosee. ClenoBaTenbHO,
WHIWBHUAyQIbHBIE KOMOWHAIIMW ajuielied HEBEPOATHO MHOTrooOpa3Hel. OHHM 00ecrneuynBaroT
reHeTHYeCKYI0 YHMKAJIbHOCTh KAXKI0r0 4esiOBeKa, ero crocoOHOCTH, (GU3HUECKUE OTIUYUS U
peakiuu opraHu3mMa Ha MaToreHHble (PaKTOPbl OKPY’KaIOLIEH Cpebl.

AJIMTHBHOE B3aMMOJECTBHE HECKOJIbKUX T€HOB U (aKTOPOB CpeAbl OIpeaesseT
XapakTep CEMEMHOro HAaKOIJIeHUS s  OoJbIIMHCTBA  OOJIe3HEM €  HAacJeICTBEHHOM
MIPEIPacIoOKEHHOCTbIO.

CyllecTBYIOT TPH CTelleHH HACJeCTBEHHOW NpeApacioJiOKeHHOCTH W BO3JelCTBUS
cpeabl: crnabasi, yMepeHHas, cuibHas. [Ipu crmaboil HACIEICTBEHHOW MPEApacIoIoKEHHOCTH U
HEOOJIBIINX BO3JAEUCTBUAX CPE/ibl OPraHu3M IOIEPKUBAET FOMEOCTa3 U 00JIe3Hb HE Pa3BUBAETCH,
HO TMpU YCHUJIEHMM BO3JEUCTBUS BpPEIHBIX (DAKTOPOB Cpelbl ONPENCIEHHBIM MPOLIEHT JHIl YKE
3a0oneBaer. Ilpu OGomblel cTeneHu HacCHEeICTBEHHOM MPEeapacloyioKEHHOCTH (DaKTOPhI Cpelibl
MPUBOJIAT K OOJIbIIEMY YHCITY 3200JIEBIIUX.

Oriamnvusi OoJie3HEW C HACIEICTBEHHON MPEepacroyioKEHHOCThIO OT Jpyrux (opm
HaCJEACTBEHHON NMATOJIOTHH (T€HHBIX U XPOMOCOMHBIX OOJIE3HEH):

1) mpu reHHbIX 00JIE3HSX, BCEX WIEHOB CEMbH NMPOoOaHAa MOXKHO Pa3AEIUuTh Ha OOJBHBIX U
3I0POBbIX, a OOJIE3HW C HACJIEJICTBEHHOM MpPEapaclooKEHHOCTPIO HUMEIOT HENpEepbIBHBIE
KJIIMHUYECKHE TIEPEXO0IbI B MPEJIENIax OJHOU U TOH K€ HO30JI0THIECKON (HOPMBI;

2) s O60ne3He ¢ HACIEeJACTBEHHOW MPEIpacrloiOKEHHOCTHIO XapaKTEPHO Pa3IMune B UX
MIPOSIBJICHUU U TSDKECTU TEUEHUS B 3aBUCHMOCTH OT 110J1a U BO3pacTa;

3) ompenenuTh SIUIEMUOJOTHIO (PacpPOCTPAHEHHOCTh) TakKWX OOJIE3HEH BO BpPEMEHHU
JIOCTaTOYHO CJIO’KHO, IMOCKOJIbKY B HMOMYJIALMSIX T€HETUYECKas: MPeapaciookeHHOCTh U (PaKTOPbI
Cpelbl LIMPOKO BapbUPYIOT;

4) BbICOKas dYactoTa OOJIE3HEH C HACIEACTBEHHOW MPEAPACIOJIOKEHHOCTHIO B
OoTnpeneNEHHBIX CeMbsX (HaKOIIEHNE), 00yCIOBIEHHAS T€HETUYECKON KOHCTUTYIIEH CEMBHU.

8.1 KIIACCU®UKAILN S BOJIESHEU C HACJIEJICTBEHHOI
IMPEAPACIIOJIOKEHHOCTBIO

1) BpoxAEHHBIE MOPOKH pa3BUTUS (paciienuHa ryOpl U HEOA, COMHHOMO3rOBasi I'pbka,
CTEHO3 NPUBPATHUKA, aHAHIEPAINS U YEPEITHO-MO3Tr0Basl FPbhKa, TUIIOCHAANS U Ip.);

2) rmncuxuYeckue M HepBHble Ooje3Hu (K30(peHus, HSNUIencus, MaHHaKaJIbHO-

JETIPECCUBHBIN IICUX03, pACCESIHHBIN CKJIEpO3 U Jp.);
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3) Gomne3Hu cpeaHero Bo3pacra (rmcopuas, OpoHXHaIbHAS aCTMa, I3BEHHAs 00JIE3Hb KETyAKa
Y JIBEHAJIIATUIIEPCTHON KUMKW, UIIEMUYecKas 0oyie3Hb cepaua u ap.). boiee 90 % Bcex ciydaes
XpOHUYECKON HEMH(EKINOHHON NaTOJOTUH YeI0BEeKa.

Brigensior ABa kiacca 607e3HEH ¢ HACIEACTBEHHON TPEAPACIIONOKEHHOCTHIO:

8.2 MOHOTI'EHHBIE ®OPMbI

MoHoreHHasi HacJieACTBEHHAsl MPeIpPacloJI0KeHHOCTb CBSI3aHa C MATOJIOTMYECKOM
MyTalKel 0JHOTO T'€Ha, HO JJIs NaTOJOTHYECKOro MPOSIBIIEHUSI MyTalluu TpedyeTcs: 00s3aTeabHoe
JNEHUCTBUE  HECKOJIBKUX  CTPOro  CHenu(UUECKUX  BHEIIHECPEIOBBIX  (pakTopoB.  DOTa
[IPEIPacloOKEHHOCTh, HAacleAyeTcsl IO ayTOCOMHO-PEIIECCUBHOMY WM  X-CLEIIEHHOMY
pELeCCUBHOMY THUIly, HO HE COOTBETCTBYET MEHJEJIEBCKUM THUIIAM HAacJeOBaHUS, MOCKOJIbKY
HOCHUTENIb Ha MPOTSHKEHUU KU3HU JOJDKEH KOHTAaKTHPOBAaTh C «IPOSBISIOMUMY» (akTopoM. K
HACTOSIIEMY BpeMeHHU u3BecTHO Ooiiee 40 JIOKycOB, MyTallui B KOTOPBIX BBI3BIBAIOT 0OJIE3HBb IPU
JNEUCTBUM «IIPOSBIISAIOIEI0» (PaKTOopa, CIeUu(PUIHOTOo JUIsl KaXK/I0TO r'eHa.

[Ipumepamu Takux Oojie3HEH Clly’KaT pPAa3BUTUE NATOJOTMYECKUX COCTOSHUN Yy JIMII,
MIPUHUMAIOIINX JIEKAPCTBA, HEOOBIYHBIE PEAKIIMU Ha MPOAYKThI MUTAaHUS, (AKTOPHI BHEIIHEN CPEJIb
XMUMHYECKOTO U (PU3MYECKOro Xapakrepa M T.A. OTH COCTOSHUS HOJAPOOHO H3Y4aroT pa3/esibl
MEJUIIMHCKOM reHeTUKH: (hapMareHeTHKa 1 3KOIeHEeTHKa.

IIpumaxuHoBass anemusi wuam ¢aBu3M. B ocHOBe mnaroreHesa JEXKUT TIE€MOJIN3
SPUTPOLIMTOB, HACTYNAIONIMI JIMIIb Yy HEKOTOPBIX JIIOJEH II0CiIe TMpueMa JIeKapCTBEHHBIX
npenapatoB (oxoso 30 HauMEHOBAaHMWA, B TOM YHCIE€ W NPOTUBOMAISIPUITHOTO IMperapara
IpUMaxuHa, Cyiab(aHWIaMHI0B) WM YHOTpeOJeHuss B muUly KOHCKMX ©0000B Vicla fava.
'enernyeckass OcHOBa - MyTalMsl T'€Ha, KOHTPOJMPYIOLIErOo CHHTE3 (epMeHTa TIIIH0K030-6-
docdharneruaporenassl (I'-6-O/II'). [locnencTBueM 3Toi MyTalluu SIBISETCS CHUYKEHNE aKTHBHOCTH
JTaHHOTO (epMEeHTa, OCOOEHHO B CTApPCIOIIHMX SPUTPOLMTAX, YTO U OOYCIaBIMBAET MX pacraj -
reMoju3. 3abojieBaHUE HACIEAYeTCs CLEIUIEHHO C X-XpOMOCOMOW IO PELECCUBHOMY THILY.
Obnanareny JaHHOM MyTalKMU B TOMO- U T€TEPO3UTOTHOM COCTOSIHUM YCTOWYUBBI K MaJIipUH, B
CBSI3M, C YEM OHa JOCTATOYHO HIMPOKO PACIHpOCTpaHEHa B psje nonmyiasuuil Adpuxu, Aszuu,
CpennzeMHOMOpBS, 3aKaBKa3bsl.

Murpensb, pa3BUBaeTCs IOCIE NMpHUeMa chipa (IPOBOLMPYIOT - KaTE€XOJIAMMHBI), II0KOJIaJa
(HM3Kas aKTUBHOCTH B OpraHU3Me (pepMeHTa MOHOAMHHOOKCHUIA3HI).

Cnennduyeckue peakuuu JJeidl Ha ajJKoroiab. B monmymsmusx a3suaTcKUX HApOJIOB
BCTpPEUalOTCd OCOOEHHO 4YacTo. Y JMI, NPUHHMAIOLIUX HEOOJbIIOE KOJIMYECTBO aJIKOTOJIf,
HaOMI0aeTCsl MOKPACHEHHE JMIa M PAa3BUBAIOTCA IPU3HAKH AaJIKOTOJIBHOTO OTPAaBJIEHUS, YTO

CBSI3aHO C HEXBATKOM (bepMeHTa - AJIKOTOJIBACTUAPOTICHA3bI, paCIICIIIAOIICTO CIIMPT.
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HenepenocumocTh KUPHOI MUK - B PAHHEM BO3pacTe JUIA CTPAJa0T aTePOCKIEPO30M,
MH(}apKTOM MHOKap/a.

['eHbl HeNmepeHOCHMMOCTH JIAKTO3bI IIMPOKO pachpocTpaHeHbl B mnomyasuusax FOro-
Bocrounoit Azumn (10 95-100% kopeiilieB, KUTANIIEB, SMOHIIEB), CPEAN AMEPUKAHCKUX HETPOB U
unpaeiues (70-75%). Cyrb 3roro nedexra CBOJIUTCS K OTCYTCTBHIO BBIPAOOTKH B KHIIEUHUKE
depMeHTa JaKTa3zbl, INpU ITOM (EepMEHTATUBHOE pACLICIUICHHE JIaKTO3bl  3aMEHSETCS
OaKkTepuanbHbIM, YTO BEAET K PA3BUTHIO JUAPEU.

lnanaxkus B CBSI3U C HEMEPEHOCUMOCTBIO O€JIKa KJIEHKOBHHBI MILIEHUIBI U PXKU - TJIMaINHA.
[Ipu sTOM HapymiaeTcs BcachblBaHUE B TOHKOM KHUIIEYHUKE BOJbI, )KMUPOB, YIJIEBOIOB, OEIKOB, UTO
COIMPOBOXKIAETCA Tuapeei, moTepel Beca, MOBBIILIEHHBIM BbIBeIeHHEM a30Ta u Jp. Hacnenyercs no
ayTOCOMHO-IOMUHAHTHOMY TUIY C HEIIOJIHOM MEHETPaHTHOCTHIO.

[IpumepaMu pa3nuuHbBIX peakuuid Ha Qu3nyeckue (PaKTOppl BHEUIHEH Cpeabl MOXKET
SABJIATbCS WHJUBUJYyalbHasi YyBCTBUTEIBHOCTh K XOJIOJIY, COJIHEYHOMY CBETY, COJIAM TSDKEJbIX
METaJJIOB U T.1.

Kak BuHO U3 BbIllI€ U3JI0KEHHOTO, 3Ty Ipynny 0oje3Hel Takke OTHOCAT K SH3UMOIATHUsM,
HO KJIMHUYECKOE IMPOSIBICHUSI HACTYMNAIOT JUIIb B CIIydastX ACHCTBHS MPOBOLUPYIOLIUX (HAKTOPOB,
yCTpaHEHHUE KOTOPBIX OKa3bIBA€T T€PAeBTUUECKUN IPPEKT.

8.3 IIOJIM'EHHBIE ®OPMbI

IlosmmrenHasi HacJjieACTBeHHasi NPeAPACHOJIOKEHHOCTb OIPEAeNseTcs] COYETaHHEM
aiyiened HeCKOJbKUMX TeHoB. Kaxnplil amiens B OTAEIBHOCTH CKOPEE HOPMAJbHBIA, 4YeM
natosiornyeckuil. [Ipenpacnonaraer xk OoJsie3HsiM omnpenenéHHas ux komOuHanus. OmnpeneneHue
3THX T€HOB U UX ajuienel 3aTpynHeHa. CBOM NaToNOrMuecKuil MOTEHIINAI OHU IPOSBIISIOT BMECTE C

KOMIUIEKCOM HECKOJIBKUX BHEITHECPEAOBHIX (PaKTOPOB. ITO MYyJAbTH(PAKTOPHATbHBIE 00JI€3HU.

HpI/I3HaKI/I MOJIMT€HHOI'0 HACJICAOBAHUSA

1. UYem pexe BcTpeuaeTcs: 00JI€3Hb B MOMYJSALUN, TEM BbIIIE€ PUCK Ul POJCTBEHHUKOB MpoOaHaa
1 TeM OoJjbllle pa3HuLa B BenuuyuHe pucka Mexay poactBeHHuKamu | u Il u II u III crenenun
pOJICTBA.

2. Yem cunpHee BbIpakeHa OoJie3Hb y NpoOaHnIa, T€M BBIIIE PUCK 3a00JieBaHUS MJISl €ro
POJICTBEHHHUKOB.

3. Puck nns poAacTBeHHMKOB npoOaHAa OyIeT BBILIE, €CIUM UMEETCs OpYroi OOJbHOW KpOBHBIN
POJICTBEHHUK.

4. B caydae pa3sHMILBI B 4acTOTe OOJIE3HU IO MOJY PUCK JUIl POJCTBEHHUKOB OyJAET BBILIE, €CIU
IpoOaH] OTHOCUTCA K MEHEe OpakaeMoMy IOJTy.
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Juarsocruka 0oJ1e3Hel ¢ HACJIeICTBEHHO! NMPeIPACHOI0KEHHOCThIO:

Jlis noka3aTesbcTBAa MOJIMTEHHOW INPUPOJbl HACIEACTBEHHOW MPEIpacloioKEHHOCTH K
00JI€3HAM NPUMEHSIIOT 3 MeToJa: KJIMHUKO-T€HEAJTOTH4YeCKUM, OJIM3HELOBbI U MOIMYJALUOHHO-
CTaTUCTUYECKHIA.

1. KiInHUKO-TeHea10ru4ecKuii MeTo/.

1. IlpoGanap! 1ensT HA TPYIIBI B 3aBUCUMOCTH OT HAJIMYUA B POJOCIOBHOM 00nbHBIX. [Ipn
3TOM croco0e aHaiau3a JaHHBIX MPOOaHIaMH SBISIOTCS TOJBKO OOJIbHBIE, OT KOTOPBIX MOJIyYEHBI
CBEJCHMSI B OTHOIIEHMHM OJTOM ke Ooyie3HH i poACTBeHHHKOB. Hampumep, y mmi c
TUIEPTOHUYECKOM 00JIE3HBIO COOMPAIOT CBEICHUS O HAIMYUU TMIEPTEH3UN Y HKUBBIX WIH YMEPIINX
poauTenei. 3areM Bcex MPOOAHIOB JCNAT HaA TPYNNbl: a) HWMEIIIMX pOauTeNne 0e3
TUIEPTOHNYECKON OoJsie3HH; 0) UMEIOUIMX OJHOTO OO0JIBHOTO PpOJAWTENs; B) HMEIOIIMX JIBYX
OOJILHBIX POAUTENEH, U IPOBOAAT KOJIMUYECTBEHHOE CPABHEHHE MOJIYyYEHHBIX TPYIIIL.

2. YacroTy OOJBHBIX CpeId POJCTBEHHUKOB MOXXHO CpaBHUTh B TIpymine OOJbHBIX
MpoOaH/IOB M B CIEHHAIBHO TOJOOPaHHOW KOHTPOJBHOU rpymme (C y4€ToM Ioja, BO3pacTa,
STHUYECKON TMPHUHAIICKHOCTH, OBITOBBIX YCIOBUM, TIPOU3BOJACTBEHHBIX BPEIHOCTEH U T.1.). Bcro
paboty mo cOOpy KIMHUKO-T€HEAJIOTHYECKUX JAaHHBIX MPOBOAST CTPOTO MJIEHTUYHO IS
POJICTBEHHHUKOB COOTBETCTBYIOIIEH cTeneHu poacTBa. Hanmpumep, U3 OOJBIIOro yucia CTYIEHTOB
OoTOMparOT JBE MPUMEPHO paBHbIE IO BEJIWYUHE TIPYNHNbl: OOJbHBbIE S3BEHHON O0O0JIE3HBIO U
310poBble. Jlanee coOMparoT KIMHUKO-T€HEalorHuecKre JaHHble 0 HAIUYUU S3BEHHOM 00JIe3HU y
ponauTenei, OpaTbeB, CECTEp M CPaBHUBAIOT YACTOTY S3BEHHOW OO0JE3HUW Y PpOJACTBEHHUKOB
3JI0pPOBBIX U OOJIBHBIX CTYJIEHTOB.

3. 3a0011€Ba€MOCTb B CEMbAX OOJIbHBIX MOKHO CPaBHUTH C MOMYJISUOHHONW 4acTOTOM 3TOI
&Ke O0JIe3HU - ATO KOMOMHAIUS KIMHUKO-T€HEAJIOTMYeCKOro U MOMYJISIIMOHHO-CTaTUCTHYECKOIO
MeTo/10B. Ero mpuMeHSIoT 1 M3y4eHHs HACIEACTBEHHOW MPUPOAbl HMM30(PPEHUH, ajlIepruu,
peBMaTu3Ma u Jp.

[Ipy KIMHHUKO-TEHEAJOTMYECKOM H3Y4YeHHHU OoJie3HeW ¢ HacleACTBEHHOW Ipel-
PacroJIoKEHHOCTHIO MPU cOOpe aHaMHe3a Ha/l0 YYUTHIBATh CIEAYIOINE MOMEHThI:

1. Tlockonpky amarHoctuka CTEPTHIX GopM OOJIE3HEH TpyIHA, HEOOXOIUMO 00ECIICUUTh TOUYHYIO
JMAarHOCTHKY 3a00JI€BaHMsI Y BCEX SIBHO WJIH MPEAIIOJIOKUTEIBHO MOPAKEHHBIX YICHOB CEMBHU.

2. Ilpu oreHKe BBIpaXKEHHOCTH OOJIE3HH Yy pa3HBIX YICHOB CEMbU CJEyeT OTMEUYaTh CXOACTBO
(EHOTUNHUYECKOTO TMPOSIBIICHUSI CPEAM Pa3IUYHbIX MOpPaXEHHBIX POJACTBEHHUKOB ((opma
TedeHHs 00JIe3HH, BO3PACT Hayaia, CTENeHb TSHKECTH, peaklids Ha JieKkapcTBa U T.1.). bonbiioe
CXOJCTBO KIMHUYECKOM KapTUHBI YKa3blBaeT Ha CYIIECTBEHHOE 3HAUYEHHE TI'€HETUYECKOM
KOMIIOHEHTHI U, CJIEI0BATEIbHO, HAa BHICOKHM PUCK pa3BUTHS 3a00JIeBaHUS Y OJIM3KUX KPOBHBIX
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POJICTBEHHHUKOB.

3. CreneHb KPOBHOTO POJCTBA Cpeiu OOIbHBIX WIEHOB CEMbU JOJKHA ObITh YCTAaHOBJIEHA TOYHO.
[Ipu monureHHOM XapakTepe 00JIE3HH 3TO OUYEHb Ba)KHO 3HATh JUIS OLIEHKH PUCKA, IOTOMY UYTO
CTENEHb pUCKa y OJIM3KUX POJICTBEHHUKOB PE3KO BO3PACTAET.

4. Heob6xoaumo cobupaTh MoApoOHbIE U TOUHBIE CBEACHUS O JAEUCTBUU (PAKTOPOB CpeJlbl B Ipe- U
MIOCTHATAJIBHOM IE€pHOJaX. ITO MO3BOJISIET CYIIECTBEHHO YTOUYHUTH MPOTHO3BI.

2. Biu3HenoBbIN MeTO/ VISl 10KA3aTeJbCTBA HACJIeICTBEHHOM MpeIpacioJ/ioKeHHOCTH.

brnu3HenoBblil MeToA cuMTaeTcs JOCTaTOYHO OOBEKTHBHBIM W YYBCTBUTEJIbHBIM. Bce

UCCIIEIOBAaHUS MPOBEAATCA MYTEM CPaBHEHUSI KOHKOPJAHTHOCTU MOHO- M JU3UTOTHBIX OJM3HEIOB.

C noMo1pio GJIM3HELIOBOTO METO/1a MPOBEIEHBI UCCIIEA0BAHMS TPUPOIbI IPEIPACIION0KEHHOCTH K

CepJCUYHO-COCYIUCTHIM OOJIE3HSIM, K aTONMUU, K MHPEKINOHHBIM 00Je3HAM U Jip. Bo Bcex ciydasx

KOHKOPJIAPTHOCTh MOHO3UIOTHBIX OJIM3HELIOB B HECKOJIBKO Pa3 BBILIE, YEM JU3UTOTHBIX.

3. llonyIAUMOHHO-CTATHCTHYECKHE METO/ABI.

Takue MOJIXO/JIBI UCIIOJIb3YIOTCS JUIs JI0Ka3aTeNnbCcTBa HaCJIEJICTBEHHOU
[IPEIPacloOKEHHOCTH K pacnpoCTpaHEHHBIM OOJIE3HAM HE TaK 4YacTo, Kak KIMHUKO-
reHealOTHYeCKUi Wiau OJIM3HELOBBIH METObl, XOTS B pAAE CIy4aeB OHHU JAlOT yOeqUTEIbHbIE
JI0Ka3aTeNbCTBA B M0JIb3Y IPEIPACIIOIO0KEHHOCTH.

Hamnpumep, HaxoasaT Takue paliOHbI, B KOTOPBIX B OJHOW M TOM K€ MECTHOCTH MPOKUBAIOT
pa3Hble STHUYECKHE TIpYIIbI, coxpaHswolmue OpauHyro wuzossiumio. Eciu B 3THX rpynmax
YCTAaHOBMJICS CXOJHBIA 00pa3 *U3HU U NMUTAHUS, POJ 3aHITHUHA, TO pa3HUIIA B YACTOTE U3ydyaeMOM
0oJyie3HN OyJeT OOYCIIOBJICHA Pa3IMYUSIMU B KOMIUIEKCAX T€HOB Ka)XIOW MOMYJSIUU. PaioHbI
COBMECTHOTO TMPOKMBAHUS PpA3HBIX O3THUYECKUX TIpynn ¢ OpauyHON H30JSAUEe HMETCs B
AzepOaiimkane (a3zepOaiiKaHIIbI, pycCKue, apMsiHe), Y30ekucrane (y30€Ku, pyccKue, TaKHKH),
['py3un (rpy3unHbl, abxasmpl) MU Jpyrux CTpaHax U pecnyonukax. [lpm wucnosb3oBaHUU
MOMYJISIIIUOHHO-CTaTUCTUYECKUX METOJ0B HaJ0 ObITh OCOOEHHO BHUMATEIbHBIM B MOJ00PE IPYIIIL:
JOJKHBI OBITh OJMHAKOBBIMU BHEIIHUE YCIOBUS WM, HA00OpPOT, HAJ0 BBIOpAaTh CTPOro
M30JIMPOBAaHHBIE STHUYECKHUE I'PYIIIIHI.

4. MoJieKkyJIsIpHO-TeHeTHYecKre MeTOAbl JUArHOCTUKU MYTAallMi M T€HOTUIHPOBAHUS 10
MHOTMM MapképaM TMO3BOJISIIOT IPOBOAMTH JOKIMHUYECKYIO JIMarHOCTUKY HAcCJI€JCTBEHHOM
MpeApaclooKeHHOCTH. [l reHoB: 1) BBI3BIBAIOIIMX 3JI0KAYECTBEHHBIE HOBOOOpA30BaHUS
(petunoOmactoMa, onyxoiab BuibMmca, pasHbie (OPMBI KOJIOPEKTAIBLHOTO paka, pak MOJIOYHOU
XKene3bl W Jp.); 2) CHOCOOCTBYIONIMX pa3BUTHIO aTepockieposa (penenrtop JIITHII, cucrema
CBEPTHIBAHHUS KPOBH U [Ip.); 3) ONpPEAESIONINX HEKOTOphIe (POPMbI THIIEPTOHUYECKON OOJIE3HU.

5. I'eHeTHKO-3IUAEMHUOJIOT HYECKUH BapuaHT U3y4YECHHUS HAaCJIEACTBEHHON
MIPEIPacloOKEHHOCTH K OOJIE3HH - COYETaHUE MOMYJIALMOHHO-CTaTUCTUYECKOTO, KIMHUKO-
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T€HCAJIOTHYCCKOI'O0 U 6HH3H€HOBOF0 MCTO/JI0B. C BO3paCcTOM YBCIIMYUBACTCSA BKJIAQ HaCﬂeﬂCTBeHHOfI

npeaApacIiojOXKCHHOCTU B Pa3sBUTUC ITATOJIOTUU. I[OJ'I?I HACJICICTBEHHOM MpeaApacIioIOKCHHOCTHU K

00JIe3HsIM B IETCKOM Bo3pacte okoio 10%, B cpemneM Bo3pacte - 15-20%, a B moxxkmiiom - 25-50%.

OTO BUIHO M3 YBEJIMYCHHUS C BO3PACTOM UHMCIia OOpAIICHU K Bpady, 3aHSITOCTH KOCUYHOTO (HOHIA,

BBICOKOM YacCTOTBHI BbIXOJa Ha IMEHCHIO IO MHBAIMAHOCTHU, U3 COKPAIICHUA IMPOAOJIKUTCIHBHOCTHU

JKHU3HU.

Nimemuyeckas 00J1€3Hb cepaua.

Nmemunueckast 60Jie3Hb cep/lia - BO3HUKAET BCJEACTBUE YMEHbBIIEHUS WIM IpPEKpaIeHHs

CHAOXXKCHHUS MHOKapJa KpOBBIO B CBSI3W C MATOJIOTHEH B KOpPOHApHBIX cocyaax. B ocHoBe

3a00J1€BaHMsI JIEKUT COUETAHUE CPEAOBBIX M TeHeTHUYeCKnX (hakTopoB (Tabmuma 20).

Tabmmuma 20.

I'enernuecku aerepMuHUpoBaHHble pakTopsl pucku no UbC

CpenoBble (akTOpbl pa3BUTHS

NBC
-BBICOKHE KOHLEHTpaluu B ChIBOpoTKe KpoBu oOmiero XC, | -KypeHHE;
JITTHIT; -TUII0 JUHAMUS,
-HU3Kas KOHLIEHTpauus B cbIBOpoTKe Kposu JITIBIT; -HecOaaHCHPOBaHHOE
-HU3Kas penentopHas aktuBHOCTh JITTHIT; IIUTaHUE;

-BBICOKasl KOHLIEHTpALUs B IJ1a3Me KpoBU (pUOpUHOTEHa;
-apTepuagbHasi TUIIEPTEH3US;

-T€TepPO3UTOTHOCTH 110 TOMOLIMCTUHYPUU;

-mos1 mpo6anna (y KEHIIMH KJIMHWKA Bo3HWKaeT Ha 10-15 mer
MO03XKE, B CBSA3M C BBICOKHM YPOBHEM JKEHCKHMX IOJIOBBIX
TOPMOHOB, MOP(OJOTUUYECKUMU OCOOCHHOCTSIMU  CTPOCHHS
KOJUIaTepaJibHbIX COCY/I0B KOPOHAPHBIX apTepuil;
-TUNEPCTEHUYECKUN TUI TEJIOCIOKEHUS;

-JINYHOCTHbIE OCOOEHHOCTU (SHEPTrUYHOCTh, YCKOPEHHBIN TeMII
paboThl, CTpeMJIEHHE K JIOCTM)KEHHMIO IIOCTaBJIEHHBIX LEJeH,

BBICOKAs SMOITMOHAIBHOCTb ).

-BO3JICHCTBHE OTPULATEIBHBIX

MICUXOCOIMANIbHBIX (PaKTOPOB;

-I[IpUEM KOHTPALUCTITUBHBIX
CTEPOUJIOB;
-U3MCHCHHUC MHHEPAJIBHOT'O

COCTaBa BOJbl - JUIMTEJIbHBIN
IpUEeM MSTKOM BOJbI, OenHOM
MuHepanbHbiMu  cosiiMu  (Ca,

Mg, TUTHIA, HUHK).

SI3BenHas 00J1e€3HDL

S3BeHHas 00JE3Hb - XPOHUUYECKOE PEMIUBHpYIOIee 3a00sieBaHIE ¢ 00pa30BAHUEM S3BbI

Kenmynka win 12-nepcTHOM KMIIKU, B pe3yjibTaTe HapylleHUs OOIMIMX U MECTHBIX MEXaHH3MOB

HEPBHOM W TyYMOpAJbHOW pErysliid OCHOBHBIX (YHKIHUNA TacTPOIyOJCHATHHON CHCTEMBI U

TPOUKH, a TAKXKE Pa3BUTHS POTEOJIM3A CIM3UCTON 00010uKH (Tabnuua 21).
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['enernuecku neTepMUHUPOBAHHBIE (POPMBI I3BEHHOM CpenoBble pakTopsl

007e3Hu pa3BUTHS A3BEHHOU 00JIe3HU

-SI3BeHHas 0oye3Hb B LEJIOM Kak OOJIE3Hb C HACIEACTBEHHBIM | -CTPECCOBBIE (PAKTOPSI,
[IPEIPacIoIOKEHUEM, XapaKTEPHBIM Il MYJIbTHU()AKTOPHAILHOTO | ~-HAPYLIEHUE TUTAHMUS,
HacJIeI0BaHUsl. -JIEKapCTBEHHAas Teparus,
-SI3BeHHast 0o0je3Hb, YKIAIbIBAIOIIAACA B MOHOICHHBIN (uamie | -KypeHue U Jp.
ayTOCOMHO-/IOMUHAHTHbBIN) TUIT HACJIEJOBAHUSL.

-SI3BeHHast 0o0Jie3Hb, KaK OJHO W3 KIMHUYECKUX MPOSIBICHUM
HECKOJIbKUX HACJIEICTBEHHBIX CHHAPOMOB.

-SI3BeHHOE MOpa)K€HUE TacTPOAyOJCHAIBHON CHCTEMBl IIpH

HCKOTOPBIX COMATUYCCKUX 3a00JICBaHUIX.

CaxapHuplii 1uader

B »stuonormyeckoir  knaccuduxanmuu  3a0oyieBaHMs,  OPUHATOH  AMEPHKAaHCKOMH
nrabeTHYeCKON accolraliei, OTpa)XKeHbl Bce TeHeTHYecKre (pakTopbl UMEIOT pellarolllee 3HaYeHHe
B BO3HUKHOBEHHH CaxapHOTO Juabdera.

DTuonoruyeckas KiaccuuKaIius caxapHoro auadera:

I. Caxapupiii gmaber tuma 1 (mecTpykumsi [-KIETOK, MPUBOASAIIAS K aOCOTIOTHOU
MHCYJIUHOBOW HEJOCTaTOYHOCTH):

. MMMYHO-OTIOCPEI0BaHHBIN WM ayTOUMMYHHBIN caXxapHbIi AualerT;

. WUIMOTIATUYECKUIN CaxapHbIN quaber.

II. Caxapubiii nuaber tuma 2 (OT NPEUMYLIECTBEHHO HWHCYJIMHOBON PE3UCTEHTHOCTH C
OTHOCUTENIbHON WJIM YMEPEHHOW WHCYJIMHOBOM HEIOCTAaTOYHOCTHIO JI0 MPEUMYIIECTBEHHOIO
nedexTa CeKpelMu UHCYJIUHA C Pe3UCTEHTHOCTHIO K MHCYIIUHY).

[II. Apyrue cneunduueckre TUIBI caxapHOTro auadera.

. reHeTuyeckue AeexTsl B-KiIeToK, AePeKTsl JeCTBUS UHCYINHA,

. 00J1€3HH PK30KPUHHON YacTH MOKEITyI0YHON XKeTe3bl,

. SH/IOKPUHOIIATHUH,

. caxapHbli quadeT, MHAYLIUPOBAaHHBIN JI€KapCTBAMU UM XUMHUKaTaMH,
. UH(pEKINH,

. HEOObIYHbIE (POPMBI HIMMYHOOTIOCPEIOBAHHOIO CaXxapHOTro Juadera.

IV. pyrue reHeTrudeckue CHHAPOMBI, MHOTJIA COYETAIOLIMECS C CaXapHbIM IUAOETOM,
COIIPOBOXKIAKOIINECS HAPYLIEHUEM TOJIEPAHTHOCTH K IUIFOKO3€ WJIM PE3UCTEHTHOCTBIO K MHCYJIMHY
(rennble: cunapom Jlyu-bap, MykoBucuumos, aHemuss @PaHKOHHM, AEPULUMUT TIIIIOKO30-0-

docdarnernaporenaspl, riukoreHo3 | Ttuma, nomarpa, remoxpomaros, xopes ['eHTHHTTOHa,
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cunapoM Jloypenca-Myna-bapae-bumist, cungpom Ilpanepa-Buiny; XpoMOCOMHBIE: CHHAPOM
Hayna, cunnpom Knaitndensrepa, cuaapom llepemesckoro-TepHepa.

V. I'ecTaniuoHHBIN caxapHblil 1uaderT.

['enernueckass mNpenpacnoyioKEHHOCTh K caxapHomy auadery Tuma 1 oOycioBieHa
KOMOHMHAIMSIMU F€HOB B JMa0eTOreHHbIX JoKycax. M3BectHo Oosiee 15 nuaOeTOTreHHBIX JIOKYCOB
(moxyc renoB HLA (xpomocoma 6), obimacte reHa mHCy/IMHA (XpoMocoma 11), JOKyc caxapHOTO
muabera tuna 1 (2q) - comepxkut ren CTLA-4 (Genka, aKTUBUPYIOMIETO IUTOTOKCHYEeCKue T-
auM@onuTel) U Ap.). Y OONBHBIX caxapHbIM auaderoM tuna 1 gamie BesBISIOT 18a Ar HLA: B8 u
B15.

Caxapubiii quader 2 Tunma cocrasisier 85% ciydaeB caxapHOro auadera B pa3BUTHIX
CTpaHa, PUCK €ro pa3BUTHUS Y POJICTBEHHUKOB 001bpHBIX - 40%. B ocHOBe caxapHoro nuadera Tum 2
nexar JeeKkTbl T'€HOB, O00YCIIaBIIMBAIOIIME PE3UCTEHTHOCTh K HHCYIMHY W OTBEYaloIlMe 3a
OTHOCHUTENIbHBIM JepUUUT HHCYIMHA. BbIAENsA0T MOHOreHHble (AePEeKT OTHOro TreHa) U
MOJIMTEHHbIE (MHOXECTBEHHbIE 1e(heKThI) POopMBbI caxapHOTro quadera THM 2.

K MoHOreHHsIM ¢opmam OTHOCATCS IOHOLIECKUH caxapHblii nuaber tuna 2 (MODY) u
HEKOTOpbI€ BApUAHTBI C MUTOXOHPUATIbHBIM HACIIEJOBAaHUEM.

B ocHoBe caxapHoro numadera ¢ MUTOXOHAPHAJIbHBIM HaclleJOBAaHUEM JIEXKAT TOUYEUHbIE
myrauuu wmutoxongapuanbHo JIHK, xotopas xoaupyer 13 QepMEHTOB OKHUCIUTEIBHOTO
¢dochopunupoBanus. B 3aBUCHMOCTM OT XapakTepa MyTalMM IUabeT MOXET MNpOTeKaTh Kak
MHCYJIUH3aBUCUMbIN WM KaK MHCYJIUHHE3aBUCUMBIH.

CpenoBble paKTOpPBI Pa3BUTHUS caxapHOro quadeTa:

. nH(pekuuu (BUPyCHbIE: KpacHyXa, BETpsiHas OcCIHa, 3MuJ. napoTuT, Bupyc Kokcakw,
renaTtut A, poTOBUPYCHI, IIMTOMETaJIOBUPYC U JIp.),

. HepalMOoHaNbHAsl JIEKapCTBEHHas Tepanus (aJpeHaluH, aMuHa3uH, Ko(euH,

casibOyTramos, pypocemMu, KOPTUKOCTEPOUIbl, TUPOKCHH, CAIMLUIIATHI, CyAb(aHUIaMUAbl U JIp.),

. TOKCHYECKUE BEIIECTRA,
. TPaBMEI,

. OTIepaIvH,

. n30BITOYHAS Macca Tena,

. aTepOCKIIEPO3,

. apTepyualibHas TMIIEPTEH3US,

® )II/ICJ'II/IHOHpOTeI/IHeMI/ISI,

hd TUIIOJUHaAMMUS,

. HecOaTaHCHUPOBAHHOE IMUTaHHE, BCKapMJIIBaHNE KOPOBBEM MOJIOKOM,

MIPOAOIDKUTENIHHOCTD TPYTHOTO BCKAPMITMBAHUS, HUTPATHI,
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bponxuanbnas

BO3I[CI\/’ICTBI/IC OTPULATCIIbHBIX IICUXOCOIHUATIbHBIX (baKTOpOB.

acTMma -

BpOHXI/IaJ'IbHaSl aCTMa 1 aJlJIeprus.

XPOHUYECKOE

AJUICPrU4CCKOC

BOCHIaJIeHHEe  OpOHXOB,

COMIPOBOXKAAOIICECA HX THUICPPCAKTHUBHOCTHIO W BO3HUKAIOIMWMH MNPUCTyHHaMHU 3aTPyAHCHHOI'O

JAbIXaHU

WY yAYLbA

pe3ynbrare

pacrpoCTpaHEHHOW OpOHXHMAIBHOW  OOCTPYKIIHH,

00yCNIOBIEHHON OPOHXOKOHCTPUKLIMEH, THIIEPCEKpELIUel CIIU3HU, OTEKOM CTEHKH OpOHXOB.

HacnenctBenHast OTArom€HHOCTh OpPOHXMAJIBHOM acTMbl U aIEPrUyYecKuX 3aboseBaHUIl

BoisiBIIcHa Yy 48-69% OonpHBIX. Ecnu 006a poautens OoyieroT OpOHXHANBbHOW acTMOHM, TO

BEPOSITHOCTH €€ pa3BUTHA y peOeHKa npesbiiiaet 60%.

I'enertuyeckue pakTopbl pUCKU pa3BUTUS OPOHXUAIBHON aCTMBbI:

BBICOKHI ypoBeHb cnieruguyeckoro IgE,

BBICOKHI ypoBeHb obuiero IgE,

HaJgu4yre OpOHXUATBHON THIIEPPEAKTHBHOCTH.

K nacrosimemy momenty uaeHtuduiupoBaHo Oosiee 20 T€HOB, MMEIOIIUX 3HAYCHHE B

pa3BUTUU OpPOHXMATBHOM aCTMBbI U aTonuu (Tabnuua 22).

Tabnuna 22.
['eHb1, UMeroOIIME 3HAUCHNE B Pa3BUTHN OPOHXHATBHON aCTMBI U aTOTIHH.
I'en Xpomocoma OyHKIMSA Hctounuk
JUTEPATypHI

I[15RA 3p26-p24 PeuenTop x NJI-5 Ober C. et al., 1998
BHRI1 5q31-33 Postma D.S. et al., 1995
NnJI- 5q31.1 Perymsamms nposidepanuu u | Le Beau M.M. et al., 1993;
3,4,5,9, muddepeHITupOBKI Walley A.J. et al., 1996;
13 reMOIIOITHYECKUX u | Laitinen T. et al., 1997

TUMQOTIOITHICCKUX KIIETOK,

npoaykiusa Ig E, mudbdepenumpoka

503UHO(PHUIIOB
GM-CSF | 5g31.1 ®daxTop pocTa rpaHyIOLUTOB Meyers D.A. et al., 1994
ADRB2R | 5q32-q34 bponxoaunaranus Turki J. et al., 1995
TNF-& 6p21.3-p21.1 | Llutokun BocnaneHus Moffant M.F. et al., 1997
TNF-B 6p21.3-p21.1 | Llutokun BocnaneHus Moffant M.F. et al., 1997
HLA-DR | 6p23-21 [IpencraBnenue Ar Holgate S.T. et al., 1997
IGEL 11q12-q13 KonTpons yposnst Ig E Cookson W.O.C. et al,

1992
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FCER 11q12-q13 Kommnonent peuentopa Ig E tyunsix | Hill M.R. et al., 1996
KJIETOK
CCl16 11q12-q13 [IpoTrBOBOCTIAIUTENBHBIN areHT Gao P.S. et al., 1998
IFNG 12q15-q24.1 Huddepenunanus T-xennepon Barnes K.C. et al., 1996
NOS1 12q15-q24.1 CuHTe3 okcuaa a3ora Barnes K.C. et al., 1996
HTR2 13q14-q21 PeuenTop cepoToHnHa Mao H.Q. et al., 1996
IL4R 16p12.1-p11.2 | Peuenrop x 1JI-4 Mitsuyasy H. et al., 1998
IL9R Xqg28, Yq Peuenrop k NJI-9 Holroyd K. et al., 1998

CpenoBblie (pakTOPbI Pa3BUTHsI OPOHXUATLHON aCTMBI:

. MaTOJIOTUYECKOE TEUCHNE BHYTPUYTPOOHOTO TIEPHO/IA,

. HEJIOHOIIICHHOCTb,

. paHHUN TIEPEBOJ HA HCKYCCTBEHHOE BCKAPMJIMBAHHE, BCKapMJIMBAHHE KOPOBHBUM
MOJIOKOM,

. HEpaIMOHAIBHOE MUTAHKE,

. aJUIePTCHBI,

. BO3pACT,

. KJIMMAT, 9KOJIOTUYECKasi CUTYaIlus,

. TaOayHBIN JBIM,

. gacteie OPBU,

. TICUX03MOIIMOHAIILHBIE HArPYy3KH,

. HepanMoHaIbHas TEpanus 1 JIp.

3/10KaYecTBEeHHbIE HOBOOﬁpa?.OBaH]/Iﬂ

B OonblIMHCTBE CiIy4aeB 3J0KAauYE€CTBEHHBIE OIYyXOJIM pa3BUBAIOTCS y TIE€HETHYECKU
MIPEIPacIOIOKEHHBIX JIMIl, Ha KOTOPBIX BO3ECHCTBOBAJIM CPENOBBIE KAHIIEPOTE€HHBIE (AKTOPBHI.
Bo3nukHoBeHHe Takux ¢GOpM paka HE MOABEPKEHO HACIEIOBAaHUIO IO 3aKoHY MeHnens
(MmynbTUdakTOpUaNbHBIE WK criopaguueckue (opmbl). Hekotopeie popmbl paka 00yCIOBIEHBI
MyTalUSIMH B OJTHOM I'eHe (MOHOTEHHBIE) U HACJIEIyIOTCs 110 3akoHaM MeHzens (HaciaeaCTBEHHbIE
unu cemeinbie Gopmbl). HacnencTBeHHyo mpUpoay MMEIOT peTuHoOJIacToma, HeipoOiactoMma,
omnyxoJib BuibMca, ceMEWHBIN MOJMIO3 TOJICTOM KHUIIKHA, HEKOTOphIE (OPMBI paka MOJOYHOMN
KeJe3bl U JIp.

PaccesiHHbBIN CKJIEPO3
PaccesiHHBIN CKIIEpO3 - ayTOMMMYHHOE 3a00JieBaHUE HESICHOW 3THOJIOTMH, C MOPAKEHUEM

0enoro BelecTBAa TOJIOBHOTO U  CIMHHOTO Mo3ra (JAeMUenuHu3auueil) Mnpu  y4acTUH
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aKTUBUPOBAHHBIX T-muMpormToB M MakpodaroB. ['eHeTHmuecKUM (hakTopaM OTBOIUTCS Ba)KHAs
POJIb B pPa3BUTUH PACCESTHHOTO CKJIEpPO3a.

CoBpemMeHHbIE MpEACTABICHUS O [AaTOI€HE3€ pPACCEIHHOIO CKJIepo3a OCHOBAaHbI Ha
MYyJIbTH()AKTOPHATHHOM HACIICOBAaHUHM 3a00JICBaHUs, IOJPAa3yMEBAIOIIEM YYacTHE HECKOJIBKUX
TeHETHYECKUX JIOKYCOB, OOYCIOBIMBAIOMIMX MPEIPACTIONOKEHHOCTh K Pa3BUTHIO 3a00JICBaHUS, U
BHEIMHNX (akTopoB. CodeTaHWe TaKWX BO3JIEHUCTBHI (POpMHUPYET MATOJOTHYECKUN MpoIecC -
XPOHUYECKOE BOCHAJIEHUE, AyTOUMMYHHbIE PEAKIIMH U JEMHUEINHU3ALNI0 (Tabauna 23).

Tabnuua 23.

OcHoBHbI€ (haKTOPBI, YUACTBYIOIINE B (POPMUPOBAHUHN JEMHUETUHU3UPYIOIINX OBPEKICHHUH B

[MHC
I'enernueckue GpakTopbl DK30TeHHbIE (PaKTOPBI Hpyrue ¢akropsl
HLA DR2 Bupychsie u | IlaTosnorus
I'ensl T-kieToyHOrO penenropa OakTepuanbHbIE WMMYHHOU
I'ensl akTopa HEKpO3a OIyXoJiel uH(EKIHMU CUCTEMBbI
['eHBbI BaprabebHBIX Y9aCTKOB TsKeNbIX Heneit Ig | ToKcHHBI Ocobennoctr
['eHbl GEIKOB MHUEIHHA TpaBMbI rOJ0BbBI MUTaHUS

PaccestHHBIN CKIIEpO3 acCOLMHPOBAH C OMPEACIEHHBIMU AJUICIISIMH T€HOB BapHaOEIbHBIX
nereir mosiekyn HLA - DR um DQ, koTopble HaciemyroTCsl CHEIJIEHHO. OJTOT TaluIOTHII,
o603Havaemblii o MexayHapoanoir HomeHkinatype kak DRB1*1501, DQA1*0102-DQB1*0602,
COOTBETCTBYET Tamiotuny Dw?2 npu Ki1eToyHOM THUNUpOBaHUU. /[aHHBIE T€HBI PacHOJIOKEHBI Ha
XpoMocome 6, y OOJBHBIX PacCesTHHBIM CKIIEPO30M UX BBIBISIOT B 60%, o cpaBHeHuto ¢ 20% B
0011IeH OIS,

AJIKOr0J1M3M

HacnenctBenHass mnpenpacrosiokeHHOCTh K Pa3BUTHUIO  alIKOTOJIM3Ma TOJUIEHHas, |
dbopmupyeTcst pu HATMYKUUA (HAKTOPOB T'EHETUUECKOW M OMOXMMHYECKOW MPEeapacioIoKEeHHOCTH.
OCHOBHOE HallpaBJICHWE B M3yYEHHM HACJI€JCTBEHHOW IMPEAPACIOJOKEHHOCTH K aJIKOTOJU3MY -
UCCIIEIOBAaHUE PpOJIM TEHETHYECKUX (aKTOpPOB, JETEPMUHUPYIOIIUX JEHCTBUE aJIKOTOJI Ha
peLenTopsl rOJIOBHOTO MO3ra M €ro Meradboiu3M B opranusme. l10/1Bep)KEHHOCTb aJKOrOJU3MY
aCCOLIMMPOBAHA C MOBBIIIEHHOW TOJIEPAHTHOCTBIO K 3TaHOJy, TO €CTh C BBICOKMMHU IOPOTaMH
yyBcTBUTenbHOCTH [ITHC K ankorosmto.

Ankoronb oka3piBaer cBoe BiausHue Ha IIHC, B3aumonelcTBys C peuentopamu
HEHpPOMENaTOPOB, KOTOPbIE T€HETUUYECKH JI€TePMUHUPOBAHbI, IO3TOMY BO3HUKHOBEHHE MYTAlUH
B HHUX CIYXUT MPUYUHON HACJIEICTBEHHOM NpeapacnoioKeHHOCTH K ajkoroiusMy. Hampumep,
YCTaHOBJIEHA CBSA3b AJIKOTOJU3Ma C aUIesIMH F€HOB PELENTOPOB Y-aMHUHOMACIISIHOM KHCIOTHI U

nodamuna [THC.
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OxucieHre 3TaHoJIa OCYLIECTBIISIETCS B MEYEHU C Yy4acTHEeM TPEX (PEPMEHTHBIX CHUCTEM:
QJIKOTOJIBJIETUJIPOT€HAa3bl,  ajbAerujjeruaporesassl u  uuroxpoma P4502E1  (CYP2EID).
MouekynspHasi CTpykTypa U (QYHKIUOHaJIbHAs AaKTUBHOCTb O3THUX (PEPMEHTOB TE€HETHYECKU
JNE€TEPMUHUPOBAHBI, JUIsI HUX XapaKTepeH M'eHeTUYeCKUil nmoauMopdusM. Pa3nuunele amienu reHoB
KOJUPYIOT MOATPYyNIbl (EpMEHTOB, KOTOPbIE OTIMYAIOTCS IO CKOPOCTH MeTaboiu3Ma 3TaHoJa.
Bo3HukHOBeHME MyTauMii B IeHax MPUBOJAUT K CHHTE3Y (DYHKIHMOHAJIBHO HEIMOJHOIIEHHbIX
dbepmenToB. Psg  amrenedt  ykazaHHBIX (EepPMEHTOB (OCOOCHHO  aJIKOTOJIBACTHUIPOTEHA3HI)
aCCOLIMUPYIOTCS C HACJIEACTBEHHON MPEIpaclooKEHHOCThIO K aJIKOTOJIU3MY.

I'eneTH4ecKkuii MPOrHO3 U THAXKECTh TeYEHHUS IPU MYIbTH(PAKTOPUATIBHBIX 3a00J€BaHUSIX
3aBUCST OT CIEAYIOUIUX (PaKTOPOB:

- BO3pacTa W ImoJsia OOJIbHOTO, pabOThl €ro SHAOKPUHHOM CHCTEMbI, HEOJIaronpUsTHBIX
(akTOpoB BHEIIHEH M BHYTPEHHEW cpenbl (SI3BEHHOIN OO0JIE3HBIO JKENyJKa 4Yalle CTPajaroT
MYKUUHBI, 8 TATOJIOTHUEH IUTOBUIHOM JKEJI€3bl - JKEHIINHBI);

- YeM HIKE 4acToTa PaclpOCTPaHEHHOCTH 3a00JIeBaHUS B MOIYJISALNUU, TEM BBILIE PUCK JUIS
POJICTBEHHUKOB ITPO0aH/1a UMETh TaKylo K€ NaTOJIOTHIO;

- YeM CHJIbHEE BBIPAKEHHOCTb OO0JIE3HM Yy UJIEHA CEMbH, TEM BBIIIE BEPOSTHOCTD
yHacleJJOBaH!sl IPYIIIbl F€HOB MPEAPACIIOI0KEHHOCTH Y €r0 POJICTBEHHUKOB;

- yeM OoJibllle POJICTBEHHUKOB MMEIOT HApPYILIEHUS, TEM BBIIIE€ BEPOSATHOCTh UMETh TAKYIO
K€ MaTOJIOTHIO JJISl 3J0POBBIX YJIEHOB CEMBHU.

[Iporpecc B wu3ydeHum OoJie3HEH C  HACIEACTBEHHOW  MPEAPACIIOIOKEHHOCTHIO
oOecnieunBaercst pacumppoBKoid reHoma denoBeka. Ha ocHOBe «HMHBEHTapu3aluuW» T'€HOB
MIPEIpacloOKEHHOCTH W 3HaHUS YCIOBUM MX TATOJOTMYECKOrO IpPOSBIEHUS MOTYT
pa3pabaThIBaThCs MPOPUIAKTUYECKHE MEPOIIPUATHSL, BKIIIOUYasi CBOEBPEMEHHYIO JTUCIIaHCEPU3ALINIO
JIUL, IPEAPACIIOJIOKEHHBIX K 3a00JIEBAHHUIO.

Baxxnoe 3HaueHue B mpoduiaakTuke OOJIBIIMHCTBA MYJIbTU(AKTOPHAIBHBIX 3a00seBaHUI
MMeEET 3/10pOBbIil 00pa3 KU3HU: MPABUIBHBIA PEXUM JHS C pallMOHAIbHOU (PU3NYECKON HArpy3Koi
U JIOCTAaTOYHBIM CHOM, cOajJaHCUPOBAaHHOE NHUTaHHE, UCKIIOYEHHE AaJIKOTOoJil, HApKOTUKOB U
KYpEHHUs, HCIIOJIb30BaHUE 3alIMTHBIX CPEICTB Mpu paboTe C BPEIHBIMH H3IYYECHUAMH M

BCIIICCTBaAMHM.

8.4 TECTOBBIE 3AJJAHUA 110 TEME «bOJIE3HU C HACJIEACTBEHHbBIM
I[MPEPACIIOJIOXXEHUEM»
Bribepure oMH U3 MPEUIOKEHHBIX OTBETOB
1. U1 MYJIbTU®AKTOPUAJIBHBIX BOJIEBHEN XAPAKTEPHO
1) oMH reH U 0JIMH CpesloBOH (pakTop
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2) OAMH I'€H U MHOTO Cpe0BbIX (DaKTOPOB
3) coueTaHue MHOXECTBA T€HETUYECKHUX U CPEJOBbIX (DaKTOPOB
4) MHOTO T€HOB U OJIMH CPEA0BOM (paKTop
2. OTUOJIOI' S MYJIbTU®AKTOPUAJILHOM TTATOJIOI M
1) neiicTBue IBYX ajienel reHa 0JJHOro JoKyca
2) XpoMOCOMHBIE ab0eparuu
3) abdexT eqmHUIHOTO TeHA
4) anmuTuBHBINA 3(H(HEKT MHOTHX T€HOB C PA3JIMUYHBIM BKJIAJIOM KaXXJI0TO

3. METO/Ibl, JOKABBIBAIOILME MYJIbTU®AKTOPUAJILHYIO IIPUPOIY
3ABOJIEBAHUI

1) OTM3HETOBBIN
2) ucclleIOBaHUE acCOIMAIIUY TEHETHIECKUX MapKEPOB ¢ 00JIE3HBIO
3) BCe MepeynciIeHHbIC
4) KIMHUKO-TCHEATOTMIECKUIT
5) NomyNsIMOHHO-CTaTUCTUYECKUM
4. U1 MY JIbTU®AKTOPUAJIBHBIX BOJIEBHEN XAPAKTEPHO
1) paznuuus GOJILHBIX MO TIOJTY U BO3PACTy
2) WMPOKUN CHEKTP KIMHUYECKUX MPOSIBICHUN
3) nomyNsSLIMOHHBIE PAa3IN4Us B YACTOTE
4) Bce nepeynciIeHHoe
5. MVJIbTUD®AKTOPUAJIBHBIE BOJIE3HU
1) remoxpomato3
2) rajaxkTo3emMus
3) caxapHbIi TuadeT
4) MYKOBHUCITHUI03
5) cemeiiHas TUNEPXOJIECTEPUHEMHUS
6. HE MYJIbTU®AKTOPUAJIBHBIE BOJIE3HU
1) BpoxJeHHBIE IOPOKH Cep/lia, oYeK, quadparMaibHas rpbhka
2) reMounus, TamacCeMusl, CEPIIOBUIHO-KICTOYHAS AHEMUS
3) mm3odpenust, SMUIEIICHs, MaHHAKAIbHO-ETIPECCUBHBIN TICUX03
4) pak xenyJKa, pak MoJKETyIOUYHON KeIe3bl
5) 6poHxuanbHasi acTMa, HEHPOAEPMUT, ATONUYECKUN IEPMATUT
7. TEHETUYECKHUE ®AKTOPhI PUCKA MIITEMUYECKON BOJIE3HU CEPJILIA
1) aprepuanbHasi THIIEPTEH3US
2) NOBBILLIEHHBIN YPOBEHb OOIIETO XOJEeCTeprHA
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3) nossieHHsli yposens JIITHIT u JITTOHIIT
4) Bce nepeynciIeHHbIe
8. PEAJIU3AILINN NIIEMUYECKOM BOJIE3HU CEP/ILIA CITOCOBCTBYIOT
1) xupHas numia
2) Bce NepeyuciIeHHbIe (GaKTOPBI
3) BbICOKOKaJIOpUHAas JUETa
4) kypeHue
5) ctpecchl
9. U151 TIPODPMJIAKTUKY UIITEMUYECKOM FOJIE3HU CEPJILIA UCIIOJIB3YIOT
1) nueroTepanuto
2) Bce MepeynCiIeHHbIE (PaKTOPBI
3) mpenapaThl, YCKOPSIOIINE BBIBEICHHE JIUIUIO0B U3 OpraHu3Ma
4) mpemapaTsbl, 3aMeUISIONINE BCACKIBAHUE X0JIECTEPUHA B KHIIIEUHUKE
5) mpemnapaTsl, TOPMO3SIIIHE CHHTE3 00IIEro X0JIeCTepHHa B IIEYEHU
10. OCHOBHOM KPUTEPUH IMTPEJIPACIIOJIO)KEHHOCTHU K I3BEHHOU BOJIE3HU
KEJIVJIKA Y 12-IIEPCTHOM KUK
1) rpynna kposu ABO
2) moJ1 1 BO3pacT nagueHTa
3) runepnencuHOTCHEMUS

4) npodeccus HHIUBUAA

9. TIPO®UIJIAKTUKA HACJIEJICTBEHHBIX BOJIE3HEU. MEJIMKO-ITEHETUYECKOE
KOHCVYJIbBTUPOBAHUE
9.1 IPOOUJIAKTUKA HACJIEJICTBEHHBIX BOJIE3HEN

[Ipodunaktuka - KOMIUIEKC MEPOIPHUATHH, HaMpaBICHHbIX Ha MpeaynpexacHue
BO3HMKHOBEHHUS HACJIEICTBEHHBIX U BPOKIEHHBIX O0JI€3HEH.

HacnencrBennas mnarojiorus ¢ Opo(UIAKTUYECKOW TOUYKM 3pEHUs JEIUTCS Ha TpU
KaTeropuu:

1) cioHTaHHbBIe MyTalUU (QHEYIIIOUIUU U TSDKEIbIE (OPMBI TOMUHAHTHBIX MyTallUii),

2) Haciemyembie 00J1€3HU (TEHHBIE U XPOMOCOMHEIE),

3) GoJie3HU C HACJIEICTBEHHOM MPEPACIIONOKEHHOCTHIO.
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PaznuyaroT mepBUYHYIO, BTOPHUYHYIO M TPETHUHYIO NPO(UIAKTUKY HACIEACTBEHHOW U
BpPOXKJICHHOW MTaTOJIOTUU:

IlepBuunasi npoduIaKTHKa - JCHCTBUSA, HAIIPABICHHBIE HA INPEAYNPEKICHUE 3adaTus
0onbHOrOo peOEHKa, MyTeM IUIAHUPOBAHMSI JETOPOXKACHUS U YIYYIIEHUS Cpelbl OOWTaHus
YeNoBeKa.

[InanupoBaHuE NETOPOXKIEHUS BKIIOYAET TPH OCHOBHbBIE TTO3UIIUH.

1. OnTumanbHbIN penpoayKTUBHBIA BO3pacT XKEHIIUHbBI — 21-35 et (paHHUEe WM MO3HHE
OCpEMEHHOCTH YBEIMYMBAIOT BEPOSATHOCTh POKJICHUS PEOEHKA C HACIEICTBEHHOM MaTOJIOTHEN ).

2. OTKa3 OT JAETOPOXKJEHUS B CIIy4asiXx BHICOKOTO PHUCKA HACJIEICTBEHHOW U BPOXKIAEHHOMN
MaToJIoTu (IpU OTCYTCTBUU HAJEKHBIX METOJ0OB IpPEHATAJbHON JMAarHOCTUKH, JIEYEHUS HU
peabunuTanu OOJIbHBIX).

3. Otka3 OT [eTOpOXKJIEHUS B KPOBHOPOJACTBEHHBIX Opakax U MEXIy JABYyMs
reTepO3UrOTHBIMU HOCUTEJISIMU MAaTOJIOIMYECKOI0 TeHa.

VYiydimeHue cpenbl OOWTaHUS 4YENOBEKa HANpPAaBJIEHO HAa MPENyNpexJeHUEe BHOBB
BO3HUKAIOMIMX MYTalMi, MyTEM >KECTKOrO KOHTPOJIA COJEp’KaHUS MYTareéHOB M TEPAaTOTE€HOB B
okpyxatomien cpene. M3eectno, uro 20% Bcex HACIEACTBEHHBIX OOJIE3HEH B KaXKJOM MOKOJICHHH -
001€3HHU, 00YCIIOBIIEHHBIE HOBBIMU MYyTallUsIMU

BropuyHasi npouiIaKTHKA OCYLIECTBISETCS MYTEM IpepbiBaHUsI OEPEMEHHOCTH B Cilydae
BBICOKOW BEpOSTHOCTHU 3a00jeBaHMs IUIOJa WIM IPEHaTalbHO JWAarHOCTUPOBAHHOHN 00Je3HU.
[IpepbiBaHuE /1€1al0T TOJIBKO B YCTAHOBJIEHHBIE CPOKHU U C COMIAacusl KEeHIIUHBl. OCHOBaHUEM JUIs
AIIMMHUHALIMY SYMOPHOHA WJIM T1J1I0/1a SIBJISIETCS HACIEICTBEHHAs O0JIE3Hb.

[IpeppiBaHuEe OEpEMEHHOCTU - PEIIEHHWE HE CaMO€ JIy4lllee, HO B HACTOSIIEE BPEMS OHO
SBJIIETCS €AMHCTBEHHBIM IPAKTUUECKU IPUTOAHBIM IIPU OOJIBIIMHCTBE TXKEIBIX UM CMEPTEIbHBIX
T€HETUYECKUX Te(PEKTOB.

Tpernunasi npodguiakTuka (HOPMOKOIUPOBAHUE) - MOJIyYEHHUE HOPMAJIBLHOTO (heHOTHIIA
IyTeM KOPPEKIMH [1aTOJIOTUYECKOTO F'eHOTHUIIA.

Tperuunas npo¢uiIakTHKa NPUMEHSETCS KaK IPU HACJIEICTBEHHBIX OOJIE3HSX, TaK U MPHU
00JIe3HSAX C HACJIEJICTBEHHOI MpeapacnoiokeHHOCThi0. C €€ MOMOIIbI0O MOXKHO JOOUTHCS TOJHOU
HOPMaJIM3allMy UM CHU)KEHHS BBIPQKEHHOCTHU MATOJOTMYECKoro npoiecca. Jis HekoTopsix ¢hopm
HACJIEICTBEHHON MAaTOJOTMM OHAa MOJXET COBIAJaTh C JIEYEOHBIMU MEPOIPUSATUSAMHU B
oOuiemMeIMIMHCKOM cMbiciie. [lpumepamMu TpeTWYHON NPOPUIAKTUKH MOTYT OBITh LEIHaKHS,
rajlakTo3emusi, (EeHWIKETOHYpHs, runotupeos. llennakus, HENmepeHOCHUMOCTh 3J1aKOBOIO Oejka
[IIOTEHA, MPOSIBJIAETCS C HAYaJoM MpUKOpMa peOEHKa MaHHOW Kamiel. VckitoueHue ritoTeHa us3
MUY TTOJTHOCTHIO N30aBiIsieT peOE€HKa OT TsbKeNeHiel TaToJ0ruH JKeIyA0YHO-KUIIIEYHOT O TPaKTa.

Mepornpustuss 1o npoduiIakTUKe MPOBOJATCS A0 3ayaTHsl peOeHKa W 3aKaHYMBAIOTCA
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oOuienonyasiuuoOHHbIM o0ciieoBanueM. [lpu 3ToM KCHONB3YIOTCS J1Ba MPUHLHUIIMAIBHO Pa3HbIX
1oxo0/1a (CeMEeMHbII U MOMYNISIIMOHHBII) 0JJHOBPEMEHHO.

CoBpeMeHHON  OCHOBOM  NPOQUIAKTUKM  HACIEICTBEHHON  MAaTOJOIMM  SIBJISIOTCA
TEOpEeTUYECKUE pa3pabOTKU B 00JacTU I'€HETHKH YeJIOBEKa U MEAMIMHBI, KOTOPbIE IO3BOJIMIN
MOHATH: 1) MOJEKYISpHYIO NPUPOJYy HACIEICTBEHHBIX OOJie3HEH, MEXaHU3Mbl U IPOIECCHl UX
pa3BUTHS B Mpe- U MOCTHATAIILHOM NEPUOAX; 2) 3aKOHOMEPHOCTH COXPAHEHUS MyTaluii (a uHOT 1A
U pacnpoCTpaHEHUs) B CEMbSIX U MOMYJISALUAX; 3) MpoliecChl BO3HUKHOBEHUS U CTAHOBJICHHUS
MYTalU{ B 3apOJIBIIIEBBIX U COMaTUYECKUX KIIETKAX.

B renernueckoM 1aHe BBIACNAIOT S5 MOAXOJO0B K MNPOQPHIAKTHKE HACIEICTBEHHOMN
MaTOJIOTUHU:

1. YnpaBJjieHue 3Kcnpeccueil reHoB. 3Hasi MEXaHU3MBI JIEHCTBHUS MATOJOTHYECKUX T€HOB,
MOXXKHO  pa3pabaTbiBaTb METOJAbl HMX  (EHOTHIIMYECKON  KOppeKUuHu, T.e.  YIOPaBIATH
MIEHETPAHTHOCTbIO U 3KCIPECCUBHOCTHIO. [Ipumepom ympaBieHHUs] SKCIIpecCHel T'€HOB SIBISETCA
MpEeNyNpexXICHUE MOCIEICTBUN (PEHUIKETOHYPUH, TaJIaKTO3EMUU M BPOXKAEHHOTO THIOTHPEO3a.
Knununueckas xaptuHa 3TuXx 60je3Hel GopMHUpyeTcs B MOCTHATAJIBLHOM Iepuoje. B cBsa3u ¢ 3Tum
MPUHIUAN TPETUYHOW MPOPUIAKTAKH B JAHHOM ciydae mpocToi. bone3np nomkHa OBITh
JMarHOCTHUPOBaHA B TEUEHUE HECKOJIBKUX JHEH MOce poKAEHHS, YTOObI cpa3y MPUMEHUTH METO/IbI
MpOQUIAKTUYECKOT0 JICUEHUS, T.€. JICUEHUs, MNPEeAYNpPEKIAIOIIer0 pa3BUTHE MATOJIOTHYECKOTO
¢denoTuna (KJIMHUYECKON KapTuHbl). HopMOKOIUpOBaHNE MOXKET TIOCTUTaThCS JUETUUECKUMU (IIpH
(eHUIKETOHYpUH, TAJTAaKTO3EMUH) UJIH JIEKAPCTBEHHBIMU (TIPU TUIIOTHUPEO3€) METOAAMH.

Koppekuusi nmposiBieHus: NaTOJOTHYECKUX TEHOB MOXKET HAUMHATHCS C ASMOpPHUOHAIbHON
CTaJuu pa3BUTHUS, TaK Ha3blBaeMas NEPUKOHLENIMOHHAs W TNepuUHaTalbHasg MpoduIaKkTUKa
HACJIEICTBEHHBIX Oosie3HEel. YKa3aHHBIM MEepHOJI OXBAaThIBAET HECKOJBKO MECSIEB A0 3a4yaTHs U
3aKaHuMBaeTcs pojamu. Tak, Hampumep, runodeHwIaJaHUHOBAs JueTa JUIsi MaTepud BO BpeMs
OEpeMEHHOCTH YMEHbBIIAET MPOSIBICHUS (PEHUIKETOHYPUH B MOCTHATAJIbLHOM Iepuoje y peOEHKa.
bbuio moaMeueHo, 4YTO BPOXKACHHBIE aHOMAJIMM HEPBHOM TpyOKM (TIOJUIEHHBINM XapakTep
HACJIEIOBaHUs) PEXKe BCTPEUAIOTCS Y JI€Tel KEHIIHMH, YIOTPEOISIONINX JOCTATOYHOE KOJIMYECTBO
BUTaMUHOB.

Tperuunas npo¢uiakTUKa Ha OCHOBE YIPaBJICHMS SKCIIPECCUE T€HOB OCOOEHHO Ba)KHA U
sbdexTiBHA IS TpeaynpexaeHus OOJIe3HEH ¢ HACIEACTBEHHOW TMPEIpacioyioKEHHOCTHIO.
Hckmouenne u3 cpeabl (akTopoB, CIOCOOCTBYIOMIMX PA3BUTHUIO MMATOJIOIMYECKOro (eHotuna, a
MHOrJa W OOYCIOBJIMBAIOUIMX €ro, NpsAMOM MyTh K MNpOQHIAKTUKE Takux Oosie3He. XoTd
npoduiakTUKa MyJIbTH(QAKTOPUATIbHBIX COCTOSIHUM 00Jiee ClI0’KHAs, MOCKOJIbKY OHH BBI3BIBAIOTCS
B3aUMO/JICICTBUEM HECKOJBKHX (aKTOPOB Cpeabl U MOJMIEHHBIX KOMIUIEKCOB, BCE K€ IIpH
MIPaBUJIBHOM CEMEIHOM aHalIu3€ MOXKHO JOOWUTHCS 3aMETHOTO 3aMeJUICHUs pa3BUTUS OOJIE3HU U
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YMEHBILIECHUS €€ KIMHUYECKUX TNPOSIBICHUM B PE3yJbTaTe HCKIIOUEHUS JEUCTBUS MPOSBIISIOMINX
cpenoBbix (aktopoB. Ha sTom mpuHIMne ocHoBaHA MpO(UIAKTHKA THIEPTOHUYECKOW 00JIe3HH,
aTepOCKJIepO3a, paKa JIErKuX.

2. DauMuHaNus 3MOPHOHOB U IUIOAOB C HAC/IEJCTBEHHOH maTtoJiorueil. MexaHU3MbI
AIMMHUHALIUYA HEXHU3HECIIOCOOHBIX SMOpPHUOHOB M IUIOJOB OTPadATHIBAIMCh 3BOJIOLMUOHHO. Y
YeJIOBEKa 3TO CIIOHTaHHbIE abOpPThI M MpexAeBpeMeHHble ponabl, B 50% ciyyaeB mpepBaHHBIX
OepeMeHHOCTEN y IJI0/I0B UMEIOTCSI BPOXKACHHBIE IOPOKH Pa3BUTHSI UIIM HACIIEICTBEHHbIE OOJIE3HH.
Takum oOpa3zoM, >ITMMHHAIMS 3MOPHOHOB M TUIOJAOB C HACJICACTBEHHOW NATOJIOTHEH 3aMEHsET
CIIOHTAaHHBIM aboOpT Kak NpPUPOJHOE sBiIeHHE. MeToJpl NpeHaTalbHOM TUArHOCTUKU OBICTPO
pPa3BHUBAIOTCS, MO3TOMY ATOT MNPOGMIAKTUUECKUN MOAXO0J IOJydaeT Bce Oosiblliee 3HAuUEHUE.
[Toxazanuem ajsi nmpepbIBaHUSI OEPEMEHHOCTU CIYKUT YCTaHOBJIEHHE JAMArHO3a HACJIEICTBEHHOTO
3a00JieBaHMs y IJI0JIa U MPOBOAUTCS C COIVIAcHs >KEHIIMHBL. EcTecTBeHHBI OTOOp y uenoBeka B
TE€YeHHE BHYTPUYTPOOHOTrO MepHojia Mo3BOJIWI aMepruKaHckoMy amoOpuoiiory k. Yopkanu B 1978
r. copMynupoBaTh KOHLEIMLHIO TEpaTaHAa3UM - €CTECTBEHHBIH IPOLECC OTCEHBAHUS IUIOJOB C
BpPO’KJICHHOW MAaTOJIOTHEH, MyTeM CO3JaHMsI HENEPEHOCHUMBIX YCJIOBHMM Ui IJI0Ja C MAaTOJIOTHEH,
XOTs Takue YCJOBHUS BIIOJIHE NpUEMJIEMbl i HOpMajbHOro Imoja. Hayunelie pa3paboTku
HaIpaBJIEHbl HA MOMCK METOJIOB MHIYLUPOBAHHOMN CEIEKTUBHOM rrbeiy Mmiaoja ¢ NaTojIoriueckum
reHOTUIIOM. MeToAbl JOJKHBI OBITh (PU3MOJIOTHYHBIMH JIJII MAaTEpH U aOCOJIFOTHO O€30IaCHBIMU
JUISl HOPMAJIbHOTO ILJI0J1A.

3.T'ennass uH)KeHepHMsI HAa YPOBHe 3apojAbllieBbIX KJjeTok. [Ipoduiakruka
HaCJIEICTBEHHBIX O0s1e3Hel OyaeT HauboJee moJHOU U 3(h(HEKTUBHOM, €ClIU B 3UTOTY BCTPOUTD I'eH,
3aMEHSIIOIIMI MYTaHTHBIA T€H. DTO BBEJCHHE HOPMAIbHOIO ajlIeNsl B TEHOM IIyTeM TpaHC()EKIHH,
oOpaTHasi MyTalUsi MATOJIOTMYECKOTO ajlieisl, «BKJIIOYEHHE» HOPMAJbHOIO reHa B paborty,
«BBIKIIIOYEHHE» MYTAHTHOTO reHa. CI0KHOCTH OYEBH/IHBI, HO IPEINOCHUIKU Ul KOPPEKIIMU T€HOB
YeJIOBEKa B 3apOJIBIIIEBBIX KJIETKaX YK€ co3faHbl. VX MOXHO 0000IIMTH B BUAE CIEAYIOIIMX
ITOJIO’KEHHM:

1. IlepBuuHas pacmu@poBKa TreHOMa YeJNOBEKa 3aBeplleHa, OCOOCHHO Ha YPOBHE
CEKBEHHUPOBAHMsSI HOPMAJIbHBIX U NAaTOJOTMYecKux ayeneid. VHTEHCMBHO pa3BHUBaeTcs
(GyHKIIMOHATIbHAS TeHOMUKA, OJaroaapsi KOTOpoil OyyT U3BECTHBI MEKI'C€HHbIE B3aUMOJACHCTBHSL.

2. T'eHpl yenoBeka HETPYIHO MOJYYUTh B YHUCTOM BHJIE XMMHUYECKUM WM OMOJOTHYECKUM
CUHTE30M (T'€H IJ100MHa YesloBeKa ObLJI OJTHUM U3 MEPBHIX HCKYCCTBEHHO MOJYYE€HHBIX T€HOB).

3. Pa3zpaboTaHbl METO/bl BKJIIOYEHHS] [€HOB B T'€HOM YEJIOBEKA BEKTOPAMM WJIM B YHUCTOM
BUJIE IIyTEM TPaHC(HEKLIUH.

4. Meroapsl HampaBJIIEHHOTO XHWMHUYECKOTO MyTareHesa IO3BOJISIIOT HMHIYLIUPOBATh
crenu(puUeckue MyTaluu B CTPOrO ONpeAESICHHOM JIOKyce (MOoJydeHHe oOpaTHBIX MyTalUUl - OT
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MAaTOJIOTUYECKOTO aJlIeNisi K HOpMaJIbHOMY).

5. B skcnepuMeHTax Ha KMBOTHBIX IOJIyUYEHBI J10Ka3aTeIbCTBA TPAHC(HEKLUUU OTAEIbHBIX
Ir€HOB Ha CTaguu 3uUrot (Apo3oduia, CBUHbS W [1p.). BBelneHHble reHbl (QYHKUHOHUPYIOT B
OpraHu3Me-peluIueHTe U MepealoTcsa M0 HacleACTBY, XOTA M HE BCerja Mo 3akoHaM MeHnens.
Hanpumep, reH ropmMoHa pocTta KpbIC, BBEJCHHBIH B I'€HOM 3UTOT MblIIEH, (QYHKIHMOHUPYET Yy
ponuBlIuXca Mbliiei. Takue TpaHCreHHbIE MBIIIM 3HAYUTENBHO OOJbIE 1O pa3MepaM M Macce
Teaa, YeM OOBIYHEIE.

4. IlnanupoBanue ceMbu. [Ipu BeicokoMm (6omee 20%) pucke poxkaeHus 00JIBHOTO peOeHKa
PEKOMEHJI0OBaH OTKa3 OT JAETOPOXKACHHUSA, MOcie KBaTU(UUUPOBAHHON MEIUKO-T€HETUYECKOMN
KOHCYJIbTAIlMM, KOTJa HET METOJOB IMpEeHAaTaJbHOM JAMAarHOCTUKHU WJIM JUISl CEMbU IO Pa3IMYHBbIM
COOOpaXKeHUSIM HEMPUEMJIEMO TpephiBaHre OepeMeHHOCTH. OTKa3 OT KPOBHOPOJACTBEHHBIX OpaKkoB
WIM OTpaHUYEHHUE JETOPOKJIEHUS B HUX MOXKET paccMaTpUBAThCA KaK METOJ MPOQUIAKTUKU
HaciencTBeHHOM mnartosiornd. OxoHuaHue naeropoxiaeHus a0 30-35 ner oauH u3 (akTopos
NpoQUIAKTUKY HacleACTBEHHbIX Oosie3Hell (s skeHmuH mocie 30-35 ner mnoBblIaeTcs
BEPOSITHOCTh POXKJEHUS pedeHKa C XPOMOCOMHOM O0OJIe3HbIO, [UISI MYKYMH - C OTAEIbHBIMU
TEHHBIMHU OOJIC3HIMMU).

5. Oxpana oxkpyxkawumeii cpeabl. HacnencrseHHass W3MEHUYMBOCTh YEJIOBEKA IMOCTOSIHHO
MOTIOJHSAETCS] HOBBIMU MyTallMsIMU. BHOBb BO3HHMKAIOIIME CIOHTaHHbIE MyTaluu onpeneisitor 20%
BCEl HacJeICTBEHHOM NMaToJOruu. [ HEKOTOPBIX TSHKEBIX JOMHUHAHTHBIX ()OPM HOBBIE MyTalluu
ABJIAIOTCS puurHON 90% HaciiecTBEHHBIX OoJie3HEN U boJiee.

Hapsiny co cnoHTaHHBIM MyTareHe3oM y 4ejl0oBeKa BO3MOKEH MHIyLIHPOBAaHHBI MyTareHes3
(paaualMOHHBIN, XMMHYECKUN, OMOJOTMYECKHil), OH HOCUT YHUBEPCAJbHBII XapakTep Ha BCEX
YPOBHSAX  OpraHM3alMd  HACJEACTBEHHOCTH.  WHAynupOBaHHBIH  MyTareHe3  CIIYKUT
JIOTIOTHUTEIbHBIM UCTOUHUKOM HACJIEICTBEHHBIX 00JIE3HEH, TO3TOMY OH JO0JKEH ObITh HOJHOCTBIO
HCKJTIIOYEH.

MeTo/1pl TPOBEPKU BHEUIHUX (PAKTOPOB Ha MYTareHHOCTh Pa3padOTaHbl, UX MOKHO BBECTH
B TMTMEHUYECKHUE perjiaMeHTallui MIPU OXpaHe OKPYXKarollel cpelibl. ITOT BOIPOC OYEHb BaXKeH,
MIOTOMY 4TO MyTareHHble 3¢ (deKTbl (PAKTOPOB OKpYXKalollel cpenbl MpOSBIAIOTCS HE B
SKCIIOHUPOBAHHOM MOMYJISILIMM, @ B TIOTOMCTBE B HECKOJIBKMX MOKOJICHUSIX.

K oxpane cpenpl oOWTaHMS 4YeIOBEKa OTHOCUTCS UCKIIOYEHHE U3 Hee (DaKTopos,
BBI3BIBAIOLIUX SKOI'C€HETUYECKUE MATOJOTMYECKHe peakuu (s JIML ¢ TUTMEHTHOM KcepoaepMoit
(rOMO3UTOT) UCKIIIOYAIOT KOHTAKT C YJIbTPa(uOJIETOBBIMU JTy4aMHM, VIS JIHUI] C HEJOCTATOYHOCTHIO
MHIUOUTOpa MpoTea3 - C TMbUIbI0, JJIs HOCUTENed MyTaluu MNOp(QUPUHOBOIO TeHa - C

OapOuTypaTtaMu H T.1I.).
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9.2 MEJJUKO-'EHETUYECKOE KOHCYJIbTUPOBAHUE

OCHOBHBIM METOJIOM MPO(UIAKTUKYA BPOKICHHON M HACJIEICTBEHHOM MMaTOJIOTUU SIBIISIETCS
cCrHelalIu3upoBaHHAasl MEIMLIMHCKAsl IOMOIIb - MeJUKO-TeHeTHYeCKoe KOHCY/JIbTHPOBaHUe.

3agaun MeIMKO-TeHeTHYeCKOl KOHCYIbTAUMU:

1. YcraHoBneHHe [uarHo3a HacJIEJCTBEHHOM NAaToJOruM (KIMHUKO-Ie€HEaJlOTHYeCcKuil,
LUTOT€HETUYECKUIN U MOJIEKYJIIPHO-T€HETHUECKUN METO/Ibl, aHAJIN3bI CLEIIEHUSI T€HOB METOJaMU
FeHETUKU COMAaTUYECKHUX KJIETOK U JIp.).

2. IlpenatanpHas JAMarHOCTUKAa HACJIEACTBEHHBIX 3a00JieBaHUN  (YJIbTPa3BYKOBBIMH,
LIUTOT€HETUYECKUMH, OMOXUMUYECKUMHU U Jp. METOJaMH).

3. Onpenenenue TUIA HACIEAOBaHUs 3a00JICBaHUS.

4. OneHKa BEJIMYMHBI PUCKA POXKACHHUS OOJTHLHOTO peOeHKa.

5. Ilponarania MeIUKO-T€HETUYECKNUX 3HAHUM Cpeay Bpauel U HACEIICHUs.

IMoxa3anus A1 MeAUKO-TeHeTHYEeCKOr0 KOHCYJILTHPOBAHUS:

1. YcraHoBieHue quarHo3a HaclleJICTBEHHON O0JIe3HH.

2. Poxnenue pebeHKa ¢ BPOKICHHBIM TOPOKOM Pa3BUTHSL.

3. 3anmepkka (PU3NYECKOTO Pa3BUTHS WIJIM YMCTBEHHASI OTCTAJIOCTh y PEOCHKA.

4. TloBTOpHbIE CIIOHTAHHBIE A00PTHI, BBIKUBIIINA, MEPTBOPOKIACHHUS.

5. BolsiBIeHHE MaTOJIOTUM B X0/1€ MPOCEUBAIOIIUX MPOorpamMm: OJIM3KOPOJICTBEHHbIE Opaku,
BO3JICHICTBUE TEPATOrE€HOB B MEPBbIe 3 Mecsiia OepeMEHHOCTH U Jp.

Menuko-reHeTHuYeckoe KOHCYJIbTUPOBAHUE BKIIOYAET YEThIpEe JTama: JUarHOCTHUKY,
MIPOrHO3UPOBAHUE, 3aKIOYEHHE W COBET M MCHOJb3YEeT KIMHUKO-TEHEAJOTHYECKU METOoJ,
LIUTOTEHETUYECKOE  HCClIe[lOBaHHe,  OMOXMMHYECKHE, HMMYHOJOTMYECKHME U  JApyrue
napakJIvHuyeckue Meroabl. [Ipy mpuMeHeHHH mNpeHaTalbHON JUarHOCTHKU JUArHOCTHPYETCS
3a00JeBaHKE y IIOA.

[IporHo3upoBaHue W OLIEHKY pHUCKAa pa3BUTUSA HACIEICTBEHHOW WM BPOXKICHHOMN
MATOJIOTUH ISl HOTOMCTBA ONPEEIIAIOT MOCie MOCTaHOBKY auarHosa. Crenyromas BaxHas 3a1ada
IE€HETHKAa COCTOUT B TOM, YTOOBI YOEAMTENHHO U JAOXOJYMBO JOBECTH 3AKIIOYEHHE JIO CBEICHUS
KOHCYJbTUPYIOUIUXCA U OOBSICHUTH TakK, YTOObl OHA ObuIa 00S3aTENIbHO BKJIIOYEHA B IPOIECC
MOTHBAI[MM ¥ BbIOOpA pelIeHHi O JaybHellieM JaeropoxaeHuu. [lo maHHBIM suTeparyphl, Hpu
YCTAaHOBJIEHHOM B IIPEHATaJbHOM IE€pUOJIe€ OUArHo3e y IUIoJa HE BCE JKEHIIMHbI MPUHUMAIOT
pelieHre o mpepblBaHUK OepeMeHHOCTH. [Ipu TsKenbIX XpOMOCOMHBIX OO0JE3HSX IpPEphIBAIOT
OepeMEeHHOCTh TOJIbKO 83% KEHILMH, IpU MOpoKax HEpPBHOU TpyOku - 76%, npu apyrux dopmax

XpOMOCOMHBIX aHOManu# - 30%. UeM Tskenee HacieICTBEHHas 00JIe3Hb, TEM HACTOSITENIbHEE Bpay
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JIOJIKEH PEeKOMEHJIOBaTh OTKa3aThCs OT AeTopoxaeHusd. Ho B 110060M ciiydae NpUHITHE PELICHUS O
JETOPOKICHUH OCTAETCS 32 CEMbEN.

KpurepueM >(Q@peKkTUBHOCTH  MEIUKO-TEHETHYECKOIO  KOHCYJIbTHUPOBAHUS  SIBISIETCS
CHIDKEHHME Tpy3a IaTOJIOTMYEeCKON HACIEJICTBEHHOCTH, a pPe3yJbTaToM pabOThl KOHCYJIbTALlUU -
M3MEHEHHE MOBEJCHUs CYIPYIroB, IPUHATHE MPABUWIBHOTO PEIICHUsS 110 BOIPOCaM IJIaHUPOBAHUS
CEMbH, JICYEHHSI U IIPOTHO3a 3/10POBbsI OOJILHOTO.

IIpenaTajbHasi IMarHOCTUKA HACJIEACTBEHHBIX 00J1e3HeN.

[IpenaranbHas (10poa0OBast) AMArHOCTHUKA HACJIEICTBEHHBIX OOJE3HEH - 3TO KOMIUIEKCHAS
OBICTPO pa3BUBaOIIAsAci 00JacTb MEAULHMHBI, Hcnosb3yomas Y3U, oneparuBHYIO TEXHUKY
(xoproHOMOIICUSI, aMHUO- U KOPJOIIEHTE3, OMOICHS MBI M KOXH IUIoJa) U jJabopaTopHbIE
METO/1bl (LIUTOT€HEeTHYECKHE, OMOXUMHUYECKHUE, MOJIEKYJIIPHO-T€HETHUECKHUE).

O} PeKTUBHOCTh MEIUKO-T€HETHUYECKOT0 KOHCYJIbTHUPOBAHUS 3HAUYUTEIBHO BO3PACTaET,
Onarojiapst UCIOJIb30BaHNIO COBPEMEHHBIX METO/I0B IIPEHaTalbHOM nuarHoctuku. llpu ee momoru
BO3MOJKHO 3aJI0JITO JI0 POXKICHUS peOeHKa ONpeNeauTh 3a00JieBaHUE U, €CIM HEO0OXOIUMO,
nmpepBaTh OEpeMEHHOCTh. 3a00Ta CeMbH O 370pOBbe Oyaymiero pebeHka TpeOyeT OICHKH
IFeHETUYECKUX U CPENOBBbIX (PAKTOPOB pHCKa MCX0Ja OEPEeMEHHOCTH U HCIIOJIb30BAHME METOJOB
MpPEHATaJIbHOU TUArHOCTHUKHU.

Iloka3aHusiMu K MPOBeJeHUIO IPEHATAJIBLHON THATHOCTHKH ABJISIOTCH:

- TOYHO YCTAHOBJICHHOE HACJIEICTBEHHOE 3a00JI€BaHHUE B CEMbE,

- Bo3pacT matepu Bhime 35 jeT, otua - ot 40 ser,

- HaJIM4Ke B ceMbe 3a00JI€BaHUs, CBA3aHHOTO C I10JIOM,

- HaJIWYUE CTPYKTYPHBIX IEPECTPOEK XPOMOCOM Yy OJHOTO U3 pojauteneil (0coOeHHO
TpaHCJIOKalui 1 UHBEPCUil),

- TETePO3UTrOTHOCTh OOOMX POAMTENICH IO OJHOW Tape aened Nnpu ayroCOMHO-
pereccuBHOM 3a00JICBaHUH,

- Hajguuue B aHamHe3e OepeMEeHHOW UINTENbHOM paboThl HAa BPEAHBIX IS 3/10POBbS
IIPOM3BOJICTBAX UJIU MPOKUBAHMSI B MECTAX C MOBBILIEHHBIM PaIMallMOHHBIM (POHOM H JIp.,

- TIOBTOpHbIE CIOHTAHHbBIE NIPEpPhIBAHUSI OEPEMEHHOCTHM WM pOXKJAeHUe pedeHKa ¢
BPOKJICHHBIMU TIOPOKaMH pa3BUTHA, CaXapHbIi auaber, snuiencusi, MHGeKuuu y OepeMeHHOMH,
JIeKapCTBEHHasl Tepamnusl.

Heo0Oxoumble ycnoBus peHaTalbHONW JUATHOCTUKHU:

I. Bpauu, onpenenss mokasaHus K MHBa3WBHOM MPEHATAIBHON JUArHOCTHUKE, JOJDKHBI
3HATh OTPAaHUYEHHUS METO/1a.

2. [IpenaranbHasgs AWarHoCTUKa JOJDKHA BKIOYATh J1Ba JTamna. llepBeid sram -
BBISIBJICHHE CEMEH C MOBBIIIEHHBIM PHUCKOM HEOIAromnojaydHOro B I€HETHYECKOM IIJIaHE HCXOJa
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OEpeMEHHOCTH M MHCIIOJIb30BaHME METOJO0B IpPOCEUBAlOIIe JAuWarHocTuku. Bropoit srtanm -
YTOYHSIIOLIasl TMpeHaTalbHas OUarHocTuka. lHBa3uBHbIE WIM HEWHBA3UBHbIE, J1AOOpPATOPHBIE,
JOPOTOCTOSIINE, TPYAOEMKHE METO/IbI YTOUHSIONIEH AUarHOCTUKY IPUMEHSIOT TOJIBKO Y JKEHIIUH C
(bakTopaMu pucKa.

3. CrenuanucTsl MO MpeHaTalbHOM JUArHOCTHUKE (aKyllep-TMHEKOJIOr, Bpau-reHEeTHK,
Bpau J1a0OpaHT-TE€HETUK) JOJDKHbI 3HAThb JUArHOCTMYECKHWE OrpPaHUYEHUs METoJa B HX
nabopaTopum.

4. CrienuanucThbl JTOJDKHBI CTPOTO COOIIIO/IaTh CTAHJAPTHI OINpPEAEICHUI MOoKa3aHUWi U
BBINIOJIHEHUS MPOIEAYyp M JaOOPaTOPHBIX aHAJIM30B OCYLIECTBIATh TEKYIIMI KOHTPOJb KadecTBa
paboThl, a TakKe HMETb CTAaTUCTUKY MCXOJ0B OEpEeMEHHOCTEH M pacXOKJIEHUN JMarHO30B.
KoHTposs - nocne abopToB miM mociie poxAeHUs peOeHKa.

MeTtoabl IpeHATAILHON TUATHOCTHKH:

1) [Ipoceusaromue:

- oIpeielieHne KoHLeHTpauuu a-geronporenna (ADII);

- BBISIBJICHUE YPOBHSI XOPMOHUYECKOT0 TOHa10TponuHa yenoseka (XI'Y);

- OIIPE/ICTICHUE YPOBHS HECBSI3aHHOI'O 3CTPUOJIA;

- OIIpeIETICHUE aCCOLIMMPOBAHHOTO ¢ OEPEMEHHOCTBIO IJIA3MEHHOT0 OeNKa A;

- Belienenue kierok niau JIHK mnona n3 opranusma mMarepu.

2) HewnnBasusHsle:

- YIbTPa3BYKOBOE HcciienoBanue miona (Y3U1).

3) WuBa3uBHbie (Tabnuma 24):

- OuorcHsi XOpUOHA U IUIALIEHTHI;

- AMHUOLIEHTE3 (MPOKOJI TUIOAHOTO MY3bIPsI ISl MOJIYYEHHS OKOJIOILIOHON KUAKOCTH);

- KOpAOLIEHTE3 (B3sITHE KPOBU U3 IYIOBUHBI);

- ¢eTockonus (BBEICHNUE 30H1a U OCMOTP TIJI0/1a).

Tabnuna 24.
NuBa3uBHas JAUardoCTuka
buornicus Bopcun xopuona | Cpoku [{uToreneTn4yeckoe UCCiIeJ0BaHne
TpancuepBukaibHas 1 TpumecTtp buoxumunueckoe nccnenoBaHue
8-10 Henenb
TpancabnoMuHaIbHAS C 11-22 wHemenb -|MonekymsipHO-T€HETHYECKOE UCCIICIOBAHNE
TJIAIEHTOOUOTICHS
AmMHuonenres Pannnit [luToreHeTnueCcKOE UCCICIOBAHNE
9-11 Henenp
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TpaHcBaruHambHbBIN

Oo6wenpunsTeii 15-18

buoxumnueckoe ucciie1oBaHue

HEJENb
TpancabnoMHUHAIBHBIN MonekynspHO-reHEeTHYECKOE UCCIIEI0BAHUE
Kopnouenres II TpumecTtp [utorenernyeckoe,  OMOXMMHYECKOE U
18-22 nenens MOJIEKYJIISIPHO-TEHETUYECKOE HCCIENOBAHUA,
TUarHocTuka Oosie3Hel kpoBu mioaa, BYU,
MMMYHOAC(PHUIIUTHBIX COCTOSHUM.
derockonus II Tpumectp Buzyanmsanus Baemaux BIIP

(HE ucnoJib3yeTcs)

18-23 Hepens

buorncus Tkanen mwioaa

II Tpumectp

14-16 wenens

Ileuenn

Koxa

9.3 TECTOBBIE 3AJJAHUA 110 TEME «ITPOOUITAKTUKA HACJIEACTBEHHbIX
BOJIE3HEN. MEJIUKO-TEHETUYECKOE KOHCVYJIbTUPOBAHUE»

METOJIOM

Bri6epute o1uH U3 IpeyI0KEHHBIX OTBETOB

1. OIIPE/JEJIEHUE A®II B KPOBU BEPEMEHHOM SIBJISIETCS CKPUHUPVIOIUM

1) XpoOMOCOMHO MaTOJIOTUN

2) HacJleICTBEHHBIX (hepMeHTONaTUI

3) BpOXKJEHHBIX IOPOKOB Pa3BUTHUS

4) reTepo3uroTHOCTH 10 reHy ranrino3no3a Cny (601e3np Tes-Caxca)

5) remornabuHOTIATHI

2. KPUTEPU BUOXNUMHNYECKOI'O CKPUHUHI'A

1) nmarnoctuyeckast

3HAYUMOCTb

(ueboub1I0i IPOLIEHT

JIOKHOITIOJIOKHUTECIIbHBIX U OTCYTCTBUC JIOKHOOTPHUIATCIIbHBIX peBYHBTaTOB)

2) CTOUMOCTH

JHUarHo CTHYECKOU nporpamMmbl  HE

JOJDKHAa  IPCBBIIIATH

CTOMMOCTH COJIEP>KaHMS 00IIECTBOM OOJIBHBIX

3) mpu

IMOJIOKHUTCIBHOM  PE3YJIbLTATC

OTCYTCTBHE HEOOXOJAMMOCTH B

IMPOBCACHUHA IIOBTOPHOT'O UCCICAOBAHHUSA C LCIJIBIO TOATBCPKACHUA JUarHo3a

4) noporocTosiiee JeYeHHe, MPU COMHUTETHHOU 3D PEKTUBHOCTH

115




3. TEHETUYECKUI PUCK
1) BepOSITHOCTh UIMETH ONpeesIEHHOE 3a00I€BaHNE B TEUCHHUE KUZHU
2) BEpOSITHOCTh BO3HHUKHOBEHMSI HACJIEICTBEHHOM OOJie3HW WM 0O0JEe3HU C
HACJIEJICTBEHHOH NMPeaApacioIoKEHHOCThIO
3) BEpOSITHOCTh BHYTPUYTPOOHOM rudenu mioaa
4. COCTOAHUA, JUATHOCTUPYEMBIE V IUVIOJA C I[IOMOIIBIO Y31
1) benunkeronypus
2) ansHIEaNUs
3) MyKOBHCIIHI03
4) cunapom Mapdana
5) uenuakus
5. CPOKM BEPEMEHHOCTU IJIs1 AMHUOLIEHTE3A
1) 7-8 nenens
2) 11-12 nepens
3) 16-18 nenens
4) 24-26 nenens
5) 36-37 nenens
6. BBICOKI TEHETUYECKUI PUCK PA3BUTHS HACJIEJCTBEHHOM BOJIE3HU
1) 20-25%
2) 5-10%
3) 10-20%
4) 40-50%
7. COCTOSHNSA, JUATHOCTHUPYEMBIE C IIOMOIIBIO BUOIICUU XOPMOHA
1) HacnencTBeHHbIE AePEKTH 0OMEHA BEIIECTB, XPOMOCOMHBIE CHHIPOMBI
2) MHOXECTBEHHBIC BPOKIEHHBIE IOPOKU PAa3BUTHS
3) MHOTrOIUIOAHASI OEPEMEHHOCTh
4) “30aMpOBaHHBIE BPOKAEHHBIE IOPOKU PA3BUTHS
5) eMMHCTBEHHBIN TIJI0]T
8. KOPJOLUEHTE3 ITPOBOJAT ITPU ITOBBIIHEHHOM PUCKE
1) XpOMOCOMHBIE CHHIPOMBI, 00YCIIOBIIEHHBIE CTPYKTYPHBIMU MYTaLlUSIMHU
2) HacjeCTBEHHbIE 00JIE3HU KPOBU
3) Bcero BbIIIETIEPEUNCICHHOTO
4) XpOMOCOMHBIE CHHJIPOMBI, 00YCIIOBJICHHBIE YNCIIOBBIMU MYTaLIUSMHU
9. IEPBUYHAS [TPOOUIJIAKTUKA
1) mpenynpexaeHue 3a4aTs AeTel ¢ HacaeACTBEHHBIMU O0JIE3HIMU
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2) mpenoTBpaIlleHHEe PA3BUTHS YHACIIETOBAHHOTO 3a00I€BaHUS
3) dbenoTunMuUeckas Koppekuus nedexra
10. [TIPEHATAJIbHAA JTUATHOCTUKA
1) mpenynpexaeHue pa3BuTus 3a0ojieBaHus y peOEHKa
2) MEpOTIPUATHSI IO TPEIOTBPAIICHUI0 OCPEMEHHOCTH TIPH BBICOKOM pHCKE
posxJieHus: 00IbHOTO peOEHKa
3) nuarHocTuka 00Jie3HH Y SMOpHOHA WU TUIOA
4) onileHKa pHCKa pa3BUTHs 3a00JeBaHms y Oyaymiero peoeénka
5) AMarHoCTHKa reTepPO3UTOTHOTO HOCHUTEIILCTBA PEIeCCUBHBIX

[IaTOJIOTUYECKUX I'€HOB Y OepeMEeHHOI

10. [IPUHLIWIIBI IEYEHU S HACJIEACTBEHHOM [TATOJIOI MU

Tepanus 11000r0 HACIEICTBEHHOTO M HEHACJIEICTBEHHOro 3a00JieBaHMs HaIlpaBJIeHa Ha
yCTpaHEeHHEe  NpUYUMHBl  OO0JIe3HH  (ITHOJIOTMYECKas  Tepamus), MexaHu3ma  Ooje3HH
(maroreHeTuyeckas Teparus) 1 CHMITOMOB 00JIe3HU (CUMIITOMaTHYECKas TEpaIus).

BonbmMHCTBO HAacneACTBEHHBIX Oosie3Hel, Omaronapsi Mmporpeccy I'€HETHUKH, YCIEUTHO
nevarcs. B CIIIA u Kanane npoBeneHa olieHka jedeHUs: 65 HACIeACTBEHHBIX Oosie3Hel oOMeHa.
Meroapl JnedeHUs: TMpeaynpexaAcHrue HakomieHus cyoctpara (33% Oose3Heit), Bo3MeIICHHE
npoaykra (25%), Bo3memenue ¢depmenta u kodepmenrta (15%), TpaHcmiiaHTanusi OpPraHoB M
TKaHew (22%).

Pe3ucTeHTHOCTHh (HEBOCIPUHUMYHMBOCTD) HAC/IEACTBEHHON MATOJOTUHU K Tepanuu OObICHIET
MIPEUMYIIECTBEHHOE MPUMEHEHUE B HACTOALIEE BpeMs CHUMIITOMAaTHYECKOM TepamuH, TOrja Kak
paavKalibHas 3THOJIOTMYECKas U MaTOreHeTHYecKasi Tepanus 00JIbIIMHCTBA (OPM HACIEACTBEHHON
MATOJIOTUH OTCYTCTBYET, WJIM HAXOAMTCS Ha CTaguM pa3paOoTKu. [J1aBHBIM OCTaeTcsl MPHUHIIMII
UHIUBUAYAIU3AIHH - JI€YUTh O0JIBHOTO, a HE 00JIE3Hb.

10.1 9TUOJIOTMYECKAS TEPAIINA

OTuosoruyeckass Tepanus HacIEICTBEHHOW NAaTOJOrMM 3aHMMaeT o0cob0oe MecTo B

MOJIEKYJISIPHON MeaULIMHE, KOO TOJIBKO OHA MO3BOJISIET MOJTHOCTHIO YCTPAHUTD IPUUYHUHY OO0JIE3HHU.
PanukanbHas Tepanus HalelleHa Ha 3aMeHYy:

*MYTaHTHOTO I'€Ha B IIOBPEXKJICHHOM KJIETKE €r0 HOPMAJIbHON KOIIUEH - TEHOTEpaIus;

*[I0BPEXIEHHBIX COMAaTUYECKUX KJIETOK CTBOJIOBBIMU KJIETKAMU - KJIETOUHAs TepaIus;

*[IOBPEX/ICHHBIX TKaHEHl HOBBIMU TKAHSIMU - TKaHEBasl TE€parusl.

B MonexkynspHOi MeIuIuHE NOSIBWJINCh W WHTEHCHUBHO Pa3BUBAIOTCS HAHOTEXHOJIOTHUH,
HaHO-OMOTEXHOJIOTUU U HAHOMEAUIINHA.

I'eHoTepanusi kak MeToJ KOpPpPeKUUHM reHeTHYecKuX AedekToB. B skcnepumeHrtax c

117



PHK- u JIHK-conepxamumu Bupycamu omyxoJieil (Hayano 70-X roioB) BbISBIIEHA CIIOCOOHOCTb
BUPYCOB IMEPEHOCUTh TE€Hbl B TPaHC(HOPMUPOBAHHBIE KJIETKH M CHOPMYIMpPOBAHA KOHLEHIIMS
HCII0JIb30BAHUS BUPYCOB KaK IEPEHOCUYMKOB I'€HOB, T.€. KOHLENIUS CO3/JaHHsI BEKTOPHON CHUCTEMBI
(pexombunantHas JIHK). B 80-x ronax Oblia qoka3zaHa BbICOKas 3GEKTUBHOCTh EPEHOCA TEHOB
BEKTOpaMH B KJIETKH MJIEKOIMTAIOIIMX in Vitro ¥ in vivo.

[IpuHnMnMaNbHble BONPOCH I€HHOW Tepaluy y 4eJoBeKa peuieHbl. Bo-nepBbIX, TeHbI
MOXKHO H30JUPOBaTh BMeCTE C (DIaHKUPYIOUIMMU (IOTpaHUYHBIMU) OOJIACTSAMH, COAEPKAIIUMU B
ceOe BakKHbIE PErYISITOPHbIE MOCIEA0BATEIbHOCTH. BO-BTOPBIX, M30MpPOBaHHBIE T€HBI HETPYAHO
BCTPOUTH B UY)KEPOJHbIE KIETKU. « XUPYpPrus» TpaHCIUIAHTAI[MU T'€HOB MHOI000pa3Ha.

['enHas Tepamnus pa3BUBaeTCsl YAUBUTENIbHO ObICTpO. IlepBbIil MPOTOKOI T'€HHON Tepanuu y
yesioBeka Obl1 cocTasiieH B 1987 r., mpoBepen B 1989 1., a ¢ 1990 r. yxe Hauanach TeHHas Tepanus
6onbHBIX. Ha nanubiii MoMeHT 60% KIMHUYECKUX UCTIBITAaHUH 110 TeHHOHN Tepanuu HaxoAsTcs Ha 1-
i (baze (ompeneneHre TOKCUIEHHOCTU U MPOBEpKa 0€30MaCHOCTH BBEACHUS I'€HHBIX KOHCTPYKIHIL),
20% - Ha cTtaguu oueHKH 3()(PEeKTUBHOCTU NepeHoca reHa U JiedeOHOM 3PPEKTUBHOCTH U TOJIBKO
okoiio 2% - B (da3e oueHku TepaneBTHUECKOM A¢dekTuBHOCTH. B HacTosmee Bpems
HAcUYMTHIBaETCs OKoJI0 60 Oose3HEN, IPU KOTOPBIX MPOXOAST UCTIBITAHUSI METOJ0B FT€HHOU Teparnuu
(cemeiiHas runepxosecrepuHemMus, Oose3Hb lomre, HacieAcTBEHHbIE (POPMBI HHU3KOPOCIOCTH,
MYKOBHUCIUI03, pa3inuHble (POPMBI paka, UMMYHOAE(PULIUTHI U JIp.).

I'enHas Tepanusi OCyLIECTBISETCS ABYMs IMYTSAMHU: Yepe3 TPAHCI'€HO3 W30JIMPOBAHHBIX U3
OpraHM3Ma COMaTUYECKUX KJIETOK In VItro WM yepe3 MpsMOil TPAaHCT€HO3 KIIETOK B OpraHu3Me in
Vivo.

TpaHcreHo3 (ImepeHOC I€HETUYECKOTO MaTepuaja) HalpaBlieH Ha COMAaTHYECKHE KIIETKU-
MULIEHW, 3apaHee BBIJIEICHHbIE M3 OpraHu3Ma (JIUMQOLMTHI, KIETKH KOCTHOTO MO3ra,
¢bubpobnacTel, omyxoJsieBbie kiaeTku). Hanbonee rddextuBapiMu niepeHocunkamu JJHK B kietku
SBIIIOTCS. «IPUPOJHBIE IIIPHUIBD» - BUPYChl. (COBEPIIEHCTBOBAHUME HEBUPYCHBIX METOOB
(XuMUYeCcKuX U (PU3NUECKUX) MPOJOIKAETCS, UIsl UCKIIFOUEHHUS! BBEJIEHUE UY)KOTO I'€HETHYECKOI0
MaTepuaa.

KoHeunslil 3Tanm TpaHcreHo3a COMaTHYECKHUX KJIETOK - 3TO PEUMILIAHTALUS TPAHCTEHHBIX
KJeToK-mMuiIeHel. OHa MOKET ObITh OPraHOTPOITHOM (IIEYEHOUHbIE KIETKH BBOJSAT Y€pPE3 BOPOTHYIO
BEHY) WJIM KTOMMYECKON (KJIETKH KOCTHOTO MO3ra - 4epe3 nepu(epuiecKyro BeHY).

[Ipsimoit TpancreHo3 (in Vivo) OCYIIECTBISETCS TYyTEM CO3JaHUS PEKOMOWHAHTHOTO
IFeHETUYECKOT0 BEKTOpa C 3aJaHHbIM T€HOM, TKaHeclneuu(UuyecKuM (OpraHOTPOIHBIM) WIH
Hecnenu(pUYecKuM, TPAHCTEHO3 IMPOUCXOAUT B KIETKAaX-MUIIEHSX WM B JIIOOBIX KJIETKax
oprasusma.

'eHorepanusi ocHOBaHa Ha KOPPEKUUU TE€HETUYECKUX Je(EeKTOB IMyTeM BBEJICHUS B
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«OOJIbHYIO»  KJIETKY MOJIEKYJ  CHEeIU(pHUYECKOro JIeKapcTBa, NpUJAIOLNIEr0 el paHee
HECBOICTBEHHbIE HOpMaslbHbIE PYHKIMU. B ponu jnexkapcTBa BbICTyNaeT KJIOHUPOBAHHBIA T'€H WU
HCKYCCTBEHHO CUHTE3MpOoBaHHas MoseKysia MPHK.

OO6HanexxuBaroe pe3yabTaTbl MPUMEHEHHS T'€HOTEpaluu M KIETOYHOM Tepanuu ObuIH
MOJIy4Y€HBbl TpH JIedeHUH OOJIbHBIX C remModuiued B, ramo0mactomMoil, MyKOBHCIHIO30M H
CEeMEHON runepxoieCTepruHeMUen, MHOTUX opMax paka, TSHKEbIX HH(EKIIMOHHBIX 3a00J1€BaHUM
(6emencrso, ctonousk, CITN) u muoguctpoduu JromeHna.

B HacTosimiee Bpemsi HaxoOuTCs Ha CTaaud pa3paboTku Tepanus omyxosielt (60%
ucneitannii), Mb (12%,), cepaedanococyaucteix 6onesneit (8%) n nHpeknroHHbIX 60e3Hel (6%),
Biirovast CITMJI u renatut B. [1o sxcriepTHRIM OlieHKaM, IIAaHCHI Ha ycrex cocTaBisitor 60-70%.

CylecTBYIOT TpH MOJAX0JIa K TEHOTEPAIINH.

IlepBblil mOAX0A - BBEACHHE HOPMAJBHBIX TE€HETHUYECKUX CTPYKTYp IpU COXpPaHEHHUH
MIaTOJIOTMYECKUX KOIHH.

Bropoii moaxox - nojaBieHue 3KCIPECCUU MPOAYKTOB A€(PEKTHOrO reHa MyTeM:

*BBEJICHMSI T€HOB-YOUILL;
*0JIOKMPOBaHUS SKCIIPECCUN OHKOTEHOB;
*BBEJICHUSI B OITyXOJIEBbIE KIETKH HOPMAaJIbHBIX KO T'€HOB-CYIPCCCOPOB OIYXO0JIEBOIO POCTa.

Tpernii mMoaXo0A - NOBBILIEHHNE MUMMYHOPEAKTUBHOCTH KJIETOK-MUIIEHEH WM aKTHUBAIUs
MMMYHHOM CHCTEMBI OpraHu3Ma.

Bce Tpu noaxona nepcrieKTUBHBI JJIs JI€UEHUSI OHKOJIOTHYECKUX U BUPYCHBIX 3a00JI€BaHUMA.

BapuaHTs! mpakTH4eCKOro MpUMEHEHUsI TEHHON Tepanuu IPUBEICHbI HUXKE.

Henocratounocts aneHo3unnesamunasbl. JleBouka 4-x jer (CHIA) ctpajgaia nepBUYHBIM
HMMYHOACPUIIUTOM (TsDKEnasi KOMOMHUpOBaHHAs ¢opma), OOYCIOBJICHHBIM MyTallue€ldi B TEHE
aJieHO3MHJIe3aMUHa3bl. Bee 4 rona neBouka kKuiia B CTepuibHOM Ookce. Jlumbouutsl 60iabHOM
3apaHee ObUIM OTJEJIEHbl OT OCTAJbHBIX 3JEMEHTOB KpOBH, T-IMMQOLUTH CTUMYIUPOBAHBI K
pocty. 3aTteM in Vitro B HUX ObLJI BBEJEH I'€H a/ICcHO3UHJI€3aMUHAa3bl C MIOMOILBIO PETPOBUPYCHOTO
BekTopa. [IpuroroBieHHbple TAKUM 00pa30M «T'€HHO-UHKEHEPHbIEY» TUM(POLUTHI ObLIN BO3BPALLEHBI
B KpoBOTOK. [lanHOoe coOwiTue mnpouszouuio 14 centsops 1990 r., sta nata cuuraercs AHEM
pPOXKJIeHUS! MpakTUyecKoil reHHoW Tepanuu. C 3TOro roja crajg BBIXOJAUTH KypHal «['eHHas
Tepanus.

Cemeiinas runepxosiectepunemus. Peuenrtopsr JIITHII, urparomue kitoueByr0 pojb B
oOMeHe XOoJecTepuHa, CUHTE3UPYIOTCS B KIETKaX IE€YeHH, KOTOpbIE SIBIISIIOTCS KIETKAMM-
MuiieHsMu. bosibHOW Oblna caenana yactudHas (okosio 15%) remaTakTromusi. Y Aal€HHYIO JOJIIO
MI€YEHH NMPOMbBUIH PACTBOPOM KOJUIAr€Ha3bl, MOJTYYUIU 6 MITH. F€NaTOLUTOB U BHIPACTUIIM B YallIKaX
Ha NUTATENIbHOMN cpene. Bo BpeMs pocta B KynbType Uil BKIOYEHUsS HOpMasibHOro rena JITTHIT
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HCII0JIb30BaJIM PETPOBUPYCHBIN BEKTOP KaK Mepelaroliuii areHT. TpaHCreHHble TeNaToUThl ObUIH
coOpaHbl U BBEJCHBI MAllMEHTKE 4Yepe3 KaTeTep B BOPOTHYKO BEHY (UTOOBI KJIETKH JOCTUIIIN
neyeHu). Yepes HECKOJIbKO MECALIEB ITPU OUOIICHH NeYeHH OOHAPYKUJIU, YTO B HEKOTOPBIX KJIETKaX
¢yukunonupyer HoBblii reH. Conepikanue JIIIHII B kpoBu ymamo Ha 15-30%. VYiyumenue
COCTOSIHUS OOJILHOM MO3BOJIMIIO MTPOBOAUTD JIEYEHHE TOJBKO JIEKApCTBAMHU, CHIKAIOIIMMU YPOBEHb
XOJIECTEpUHA.

I'enoTepanusi uUH(pEeKUHOHHBIX 00JIe3HE.

A) AHTHCEHCBI - 3TO OJIMTOHYKJIEOTH/IbI, OJOKHpYyIOLIUe crenuduueckue 006JacT reHomMa
uH(pekTa, TeM cambIM Onokupyercs cnocooHocth MPHK nHdekTa k TpaHCIsuuu U pa3MHOKEHHUIO B
KJIETKax oOpraHu3Ma Xxo3siuHa Ju00 oO0pasyeTcss TpUIUIETHAas CHUpPaib, MPENsSTCTBYOMIAs
nanpHenmeit tpanckpuniyu MPHK ungexra.

b) I'enernyeckasi BakIMHA - 3TO HOBBIM KJacC aHTUMUKPOOHBIX I'€HOTEPANEBTHUYECKUX
npenapatoB. ['enernyeckas BakiuHa npu BMY-1 nosbimaer ycrtoiuuBocTh T-muM@oOnuToB K
BUpYCY.

I'enorepanus omyxoJiei.

Pan omyxoneil BwI3biBaeTca BHpycaMu. [loaTomy 371ech ObLIM MCIOJIB30BaHbl MOAXOMBI U
METO/Ibl TeHOTepanuu WH(EKIHOHHBIX 3a0osieBaHuil. [Ipu reHHON Tepanmuu 3J10Ka4eCTBEHHBIX
HOBOOOpa30BaHUN HEOOXOJMMO 00ECIIEUUTh CEJIEKTUBHOCTb, CIIEHU(UIHOCTh, UyBCTBUTEIBHOCTD U
0€30I1aCHOCTb [IEPEHOCA I'€HOB.

Crparerusi reHoTepanuy paka: MOBBIIIEHME HUMMYHOT€HHOCTH OIYXOJM ITyT€M BCTAaBKU
LIUTOKUHOBBIX TI'€HOB, TE€HOB, KOJMUPYIOUIUX TJaBHBI KOMIUIEKC T'MCTOCOBMECTHUMOCTH,
TUMQOLMTAPHBIX JIMTAHJIOB; HAINpaBJi€HHAs JOCTaBKa (BEKTOPUPOBAHUE) OIYXOJIEBUIHBIX
LIUTOKUHOB B KIETKH, KOTOpble B TpEIesax OIyXOJM pEaTu3yloT TOoKcudeckue 3 eKTs
(Hanmpumep, B TUMQPOIUTHI, HHOUIBTPYIOIIHAE OMYXOJIH); UCIIOIb30BaHUE OIMyXOJecrenupuaecKux
MIPOJIEKaPCTBEHHBIX aKTUBATOPOB, T.€. BCTaBKa ()EPMEHTATUBHO MPOJIEKAPCTBEHHO-aKTUBUPYIOIINX
IEHOB, CJMBAIOUIMXCS C IMPOMOTOPHBIMHU CHCTEMaMH, KOTOpbIE pEaU3YIOTCS  4epe3
i epeHnnaIbHO  KOHTPOIMPYEMYIO  (OmyXoJiecneU(pUUECKyl0) TPAHCKPHUIILUIO; BBEACHUE
MapKUPYIOUIUX T'€HOB, KOTOpble OOECHEeUrBAIOT BBISBICHHWE OCTABJIEHHBIX IOCJE ONEpaluu WU
pa3pacTaouxcsl OIyX0Jeil; UCKYCCTBEHHasl pernpeccus (YHKIHMM T'€HOB IyTEM BCTaBKU T'€HOB,
KOJUPYIOIINX KOMILIEeMeHTapHyto (aHtucMmbicioByo) MPHK penpeccupyemoro reHa (OHKOI€HBI,
I'eHbI JIEKAPCTBEHHOM pe3UCTEHTHOCTH).

HMmeroTcs MOMBITKM T€HOTEPANIUU OIYXOJIEH IyTeM BBEICHHUS B KIETKU PEe3eLMPOBAHHOMN
OMyXOJM T€HOB MHTEpJIEMKHHA-2 WM (akTopa HeKpo3a omyxoyu. Jlajee 3TH KIETKH BBOJAT
MOJKOHO B oOnacTe Oempa. Uepes 3 Henm. ymaisitoT pervoHapHbii jgumdoysen (s mecta
BBEJICHUSI CMECH TPAHCT'€HHBIX OMyXOJIeBbIX KIEeTOK). KynbTuBupytor T-1uM@onuThl, BbIJEIEHHBIE
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U3 3TOTO y3/1a U Pa3MHOKAIOT JUMGOLUTHI U3 OMyXxoiu (omyxosbuHpuinsTpupytomue). [lannenty
BBOJAT OOIIYI0 Maccy JIMMQOIMTOB, YTO O0ECHNEeYrBA€T MMMYHHYIO PEAKIHI0 Ha OIyXOJIEBBbIE
KJeTku. Tak jednian O0JbHBIX 3JI0KAYECTBEHHOW METaHOMOM, pakOM IOYKH, 3aIyIIEHHBIM PaKkoM
Pa3HbIX OPraHoB.

I'eHoTepanusi B TpaHCIUIaHTONOTMU. PerieHne TreHOTEpaneBTUYECKUX MpoljiIeM B
TPAHCIUIAHTOJIOTHM HANpaBJIEHO Ha co3faHue dS(P(PEKTHUBHBIX METOJOB, MPEIyNPEKIAI0IIUX
pa3BUTHE OCTPOTO M XPOHHYECKOI'O BOCHAICHUS U OTTOP)KEHHE TpPaHCIUIAaHTaTa C MOMOILBIO psia
reHoB. [lepcrekTuBHOE HampaBlieHHME T€HHOM Tepamuu - TpaHCIUIAHTAIUs TKaHEH U KOCTHOTO
Mo3ra. ['eHbl BBOJMMBIX CTBOJIOBBIX KJIETOK aKTUBH3UPYIOT nuddepeHIupoBKYy KOCTHOMO3IOBBIX
KIEeTOK -  JUMGOLMUTOB,  MOHOLUTOB,  IOJUHYKJIEAapOB,  JpUTpoOIacTOB  (JieyeHue
MMMYHOJEQUIUTHBIX COCTOSIHUM, TreMoriioonHonatuu, OoJsie3Hu [lomie), TpaHCIUIaHTALUS
renarouuToB  (JiedeHHe  (PEHWIKETOHYpPHM, TUIIEpXOJeCTepuHeMHuH, Jeduuura  anbda-1-
aHTUTPUIICHMHA), Tepecanka kieTok Jlanrepranca (JiedeHHe HOBEHWIbHOW (OPMBI caxapHOTro
nuabera).

PerenepaTropnasi MeguIIuHA.

Hcnonb3oBaHue KIIETOK, BBIIEICHHBIX M3 Pa3HbIX OPraHOB W TKaHEH, Ui JIeYeHUs
HACJIEICTBEHHBIX 3a00JIEBaHUN IMOJIyYMJIO Ha3BaHUE pereHepaTopHoil MenuuuHbl. B Hell naBa
HaIpaBJICHUA: KJIIETOUHAs ¥ TKaHEeBas Tepanus, WId NHXEHEPHS.

Kaerounas tepanus.

Knerounast Tepanus CTpOUTCS Ha OCHOBE MH)KEHEPUH, MPEIyCMATPUBAIOLIEH BBEJICHUE B
KJIETKY WM yAaJeHHEe M3 Hee KOHKPETHOro reHa. M3BecTHbI JBa MOJaXoJa MO JIOCTaBKE I'€HA B
KJIETKY: BUPYCHBIE M HEBUPYCHBIE BEKTOPBI; IIPEIBAPUTEILHOE BbIJCICHUE KIETOK (JIUMQOIUTSI,
(ubpoOIacThI, CTBOJIOBBIC KIETKH), B KOTOPHIE BBOAUTCS HEOOX0MuMBbIHN reH. [locme 3Toro kietku
HapalMBaIOTCs, TECTUPYIOTCA U IOCTABJISIOTCS NAUUEHTy oOpaTHO. [JIaBHBIMU HMHCTPYMEHTAMHU
KJIETOYHOM MHXEHEPUH SABJISIOTCS JEHIPUTHbBIE KIETKH U CTBOJIOBBIE KIIETKH.

JleHApUTHBIE KJIETKHM YYacTBYIOT B ONPEICICHUU HANpPaBICHHOCTH MMMYHHBIX peaKIuil
(MOyIUPYIOT UX) IPU OIYXOJISIX, QyTOUMMYHHBIX U HH(EKIIMOHHBIX 3200JI€BaHUSX.

Oco0eHHOCTH MMMYHOTEpAnuu OHKOJIOTMYECKUX 3a00JIeBaHUN C MOMOIIBIO JECHIPUTHBIX
KJIETOK: TepBas OCOOEHHOCTb - JEHIPUTHBIE KJIETKU CIIOCOOHBI MHUTPUPOBATH uyepe3 TKaHU U
IIPOHUKAThH B OITYXO0JIb, IJI€ 3aXBaThIBAIOT OMYyXO0JIb-ClIEU(UIECKIE aHTUTE€HBbI, IEPEBAPUBAIOT UX U
peakcnpeccupyroT i 3PpPEKTUBHON MHAYKIIUU KIETOYHO-OMOCPEI0OBAHHOIO HMMYHHOTO OTBETA;
BTOpPast 0COOEHHOCTD - JCHJIPUTHBIE KIETKHU, IPUMEHSIOTCS JJIsl TEpallii HeKypaOeabHbIX O0IbHBIX,
MMEIOLUX MHOYKECTBEHHbIE METACTAa3bl U HE MOAJAIOIINXCS JICYEHUIO TPAAUIIMOHHBIMU METOAAMH.

CTBOJIOBbIe KJIeTKH. lI3BeCTHBI JBa THUIIAa CTBOJIOBBIX KJIETOK: SMOpHUOHaNbHBIE H
comaruueckue. U e, 1 Apyrue UMerOT Kak MpeuMyllecTBa, TaKk U HeJocTaTKu. B nmocneqHue rojsl
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OoJbIIME HAAEKIbl CBS3aHBl CO CTBOJIOBBIMU T'€MOIO3TUYECKUMHU KJIETKaMH, KOTOpBIE
HCIIOJIb3YIOTCS B KadecTBe KieTok-muiieHed B 40% ciydyaeB KJIETOUHOM Tepaluyd Ha OCHOBE
CTBOJIOBBIX KJIETOK, MO0 3TH KIETKH CHOCOOHBI K CAMOIOJJCPKAHUIO, YTO CHUYKAET PHUCK
NIMMMHALIMYA T€Ha, BBEIEHHOTO C UX MOMOIIbI0. OmpenereHHble HaJeKAbl CBA3aHbI C JIPYrou
Pa3HOBUIHOCTBIO  CTBOJIOBBIX KJIETOK - MHOOJacTaMM: UMM  IPENIoJIaraercs JIEYUTh
HACJIEICTBEHHbIE MUOTIATHH.

TrkaneBasi UHKeHepHUsl.

TkaHeBass HMH)KEHEPHUS SBJISETCS OCHOBHBIM HHCTPYMEHTOM 3K30TE€HHOIO YIIPaBJICHUS
MOJIEKYJISIPHBIMHM TIpOIIECCAaMU B pa3HbIX TKaHsAX. Pa3paboTka M BHEIpEHHE €€ METOJO0B CTaju
HEOOXOIUMBIMH TSI TOHUMaHUsI TOHKMX MEXaHU3MOB KJIETOYHOU nuddepeHnnpoBKu, mpoiudepa-
LMY U MUTPAIHY, a TaKKe QYHKINOHUPOBAHUS TKaHEH.

[Ipu co3taHuM HOBBIX MHKEHEPHBIX TKaHEH MPUMEHSETCS MHOKECTBO MOJXO0I0B:

IlepBblil MoAX0a - mepecagka KOMIIOHEHTOB KOXHU IpPU JICYEHUH OKOIOB WJIM BBEJCHHE
KOXKHBIX 3KBHBAJICHTOB, BOCCTAHABJIMBAIOIINUX MUTEINAIBHO-CTPOMaJIbHbIE NE(PEKThI C MOMOIIBIO
KYJIbTUBUPOBAaHHBIX (UOPOOIACTOB IEPMBI, PACTYLIUX B TPEXMEPHOM KOJUIAr€HOBOM Te€JI€.

Bropoii moaxox - 3TO UMIUIAaHTAaLUUs KIETOK, COJAEpXKAIIUX MOJEKYJIbl U OEIKOBbIE
(dakTopbl, MHAYLHMPYIOIIME perapanuio WIM pereHepanuio (QyHKIUNA MOBPEXKJIEHHOW TKaHH,
Hanmpumep, I00aBJICHHE CTUMYJISITOPOB POCTAa KOCTHOM TKaHU MpH OOJIE3HSAX NEpUOJOHTA B
CTOMATOJIOTUH.

Tpernii moaxoa - 3TO KCIOJIB30BAHME BHYTPEHHEIO MOTEHLIHANA TKAHEW M OPraHOB IS
BOCCTAHOBJICHUS TIOBPEXKACHHBIX (YHKIIHH.

YerBepThlii MOAXO0A - KYIbTHUBUPOBAHUS KIETOK HA MHKPOHOCHUTENSAX, C LEJIbIO
onTUMM3alMK (MOIU(UKALUK) TEXHOJOTHUN BBIpAIIMBAHUS KJIETOK M YBEJIMYEHHS] CPOKOB JKHU3HU
TpaHCIUIaHTaTa (MHXKeHEpHOH TkaHM). K MUKpPOHOCHUTENSIM OTHOCATCS KOJIJIAar€HOBbIE MUKPOCQEPBI,
MIOBEPXHOCTH IUIEHOK Pa3HOr0 OMOXMMHYECKOIO COCTaBa, MEPECaKMBA€Mble€ Ha IOBPEXKICHHBIE
YYaCTKH KOXKH.

Cnenyer OTMETUTh, 4YTO CaMbIM JOCTYIHBIM KJIETOYHBIM CyOCTparoM [uisl ueloBeKa
OKazajach Ooraras OejlkaMM IJla3Ma KpPOBH, HalpUMep aAre3uBHbIA CyOCTpaT M3 TpoMOMHA U
¢ubpuHOTeHa, CTaOUIM3UPOBAHHBIN TPOTEA3HBIM HHTUOUTOPOM - AIIPOTUHUHOM.

HanoTtexHoJi0run, HAHOOUOTEXHOJIOTMH U HAHOMEIHIIUHA.

HanoTexHosioru onepupytor HaHOOObeKTaMu (MEMOpPAHBI, KUIKUE KPUCTAJIIbI, JTUIOCOMBI,
MULEUIIPHBIE CUCTEMBI U MUKPOSMYJIbCUH, HAHOKOMIIO3UTHI, HAHOTPYOKH, MMOPUCThIE MaTEepHAaIbI,
TOHKHE IUIEHKH, YJIbTpaAuCIepCcHble MOpOolKH). HaHOOMOTEXHOIOT Y MO3BOJISIOT MOHATh Malible
KOMITOHEHTBI HBOTO M HEXHMBOI'O M OLEHUTh MX BAXKHYIO POJIb B (YHKIHMOHUPOBAHUM KIIETKH
opranu3ma. Ha ocHoBe HaHOOMOTEXHOJIOTUN CTPEMUTENBHO Pa3BUBAETCS HAHOMEIUIIMHA.
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HanomenuumHa - nyth nepexoja K MEAUIMHE CYOMOJIEKYISIPHON, aTOMHON U CyOaTOMHOH,
T.e. MeAuuUMHE OyIylero, CBs3aHHOW C BHEIPEHHMEM B MPAKTUKy HaHOOMOTEXHOJIOTHUH,
pa3pabaThiBaeMbIX C Lelbl0 AI(P(GEKTUBHONW JUAarHOCTUKM U JICUEHUS HACJIEJACTBEHHBIX H
HEHACJIEICTBEHHBIX  Ooje3Hel  yesnoBeka.  lcmonb3oBaHME  aTOMHO-CHUJIOBBIX,  OINTHKO-
OMOCEHCOPHBIX, HAHOMNPOBOJHBIX METOJOB JAMATHOCTHUKUM WU HAHOCTPYKTYp C TEpareBTUYECKUM
NeCTBUEM, CIOCOOHBIX BBINOJHATH CJIOXKHEHIINEe MUKpPOONEpaluuy B KIETKaX M TKaHAX: OT
OOHapy)XeHHMsI 1 MOHUTOPUHIa IOBEICHHUS MATOJOTMYECKHMX IE€HOB (MUKPOOPraHM3MOB) 10 HX
YHUUTOKEHHSI, a TAK)KE BOCCTAHOBJICHUS HACJIEICTBEHHOTO MaTepHalia MOBPEXKIECHHBIX KJIETOK U
TKaHel, oOecreyeHHss HEOOXOOUMBIMHM BELIECTBAMH M MPHUAAHUS UM pAga JIpyrux QyHKIUH,
MIO3BOJISIT 3HAUUTENIBHO OBBICUTH UYBCTBUTEIBHOCTD, COKPATUTh BpEMs JUarHOCTUKH 3a00J1€BaHUM
1 3¢ PEKTBHO JIEUNTh HAC/IEACTBEHHbIE 3a00I€BaHUS.

B macrosmmee  Bpemsi  pa3pabaThiBarOTCS ~ HAaHOOMOTEXHOJIOTHMH,  CBSI3aHHBIE  C
HaHOMEUIIMHOM:

*HAHOJJMarHOCTUKYMbI MJIM HAHOOMOCEHCOPBI B IMaTHOCTHKE;

*MOJIEKYJISIDHBIE HAHOTOJIYIPOBOJHBIE W HAHONOPOBBIE JIETEKTOPhl B JHMAarHOCTHUKE,
CUYETYMKH MOJIEKYN U CUKBeHC-aHanu3atopsl JJHK;

*HAHOYACTHUILIbI - KOHTEHHEPHI JUIsl TOCTABKU JIEKApPCTB U HAHOYACTHUIIBI - JIEKapCTBa;

*CUHTETUYECKUI I€HOM Ha 0CHOBe MouieKyibl JIHK kak caMOBOCITPOU3BOIAIIEHCS CUCTEMBI;

*HAHOTEXHOJIOTMH B pEreHepaTUBHON MEIULIUHE;

*MEJIMIUHCKIE HAHOPOOOTHI, UMUTHpPYIOLHE QYHKIIUU PA3HBIX KIETOK.

HanoauarnocTukymsl 1 HaHOOMOCeHCOPbI. OTHUM U3 MEPCIEKTUBHBIX MOJXO0J0B CTaJIO
CO37JaHME HAHOCEHCOPOB, CINOCOOHBIX paboTaTh B KMBOM opranusme. Hampumep, Obul co3gan
OTEUYECTBEHHBI MUKPOCEHCOP /ISl ONIPENIEICHUsI COJIePKaHUs TIIOKO3bl U MHCYJIMHA B KPOBU (UMII
pazMepaMu 5-8 MM, BKUBIISIEMBIM B TEJIO MALMEHTA U PETUCTPUPYIOLIUN YPOBEHbD TIFOKO3bI B KPOBU
nyreM npeoOpa3oBaHusl OMOXUMHYECKON peakluM B AJIEKTpUUECKHUi curHai). B mocneanue romapt
Ha €ro OCHOBE pa3paboTaH NPUHLHMIINAIBHO HOBBIM THUI HMMIUIAHTUPYEMOTO TOJ KOXKY
MHUKpOCEHcopa Al (OTOMETPUYECKOrO0 KOHTPOJIS YPOBHSI TJIFOKO3bl Ha OCHOBE YIJIEPOJHBIX
HaHOTPYOOK, UMEIOIIMNX crelupuieckoe (PpayopeciieHTHOE NOKpbITHE. Takol HAHOMHUKPOCEHCOP HE
TOJIBKO KOHTPOJIUPYET, HO U ONTUMU3UPYET YPOBHU IIIIOKO3bI U UHCYJIMHA B KPOBHU.

MouJiekyasipHble HAHOAETEKTOPBI. B mocienHue roasl BO3pocio Yucio padboT 1Mo aHaIu3y
MOJIEKYJI C IIOMOIIBI0 ATOMHO-CHJIOBOM MUKPOCKOIINY U CKaHUPYIOLIEH TYHHEIbHON MUKPOCKOIINH.
bouin mostyuensl u300pakeHus: MmemOpaHHoro Oenka uuroxpoma P4502B4, BcTtpoeHHOro B
dbochomunuaHelii  OMCIOW MeMOpaHBI, BOJOPACTBOPHUMBIX OCIKOB HM HX KOMIUIEKCOB IS
MMMYHOIJIOOYNMHOB, (epputuHa, Qochopunassl U (HOCPOPHINIPOTEUHKUHA3BI, KOMIUIEKCOB
AHTUT€H-aHTUTEJIO JUIs JUArHOCTHUKU MHQEKUHOHHBIX OOJIe3HEW, paka M CepAeYHO-COCYIUCTBIX
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3a00JIeBaHU.

HanowacTuubl Kak JHMArHOCTHKYMBbI W JieKapcTBa. B MouekynsipHOW MemummHe
WCTIONB3YIOTCS. HAHOMATEPHAJbl, IOBBIIIAIOMUE SPPEKTUBHOCTh HMMEIOUINXCS JICKApCTBEHHBIX
[IpernapaToB, MO3BOJUBIIME CO3/1aTh HOBBIE JIEKapcTBa - (YJUIEPEHbI, MpPEICTaBISAIONINE COOOM
AUIOTpOIHYI0 (OopMy yriaeposa C% ¢ oaMHAKOBO}T IUTHHO} IBOWHEIX U OJMHAPHBIX OCH30JIbHBIX
cBsa3edt. [lpuuem Qymmepenbl cmocoOHBI MPEOa0eBaTh TeMaTOAHICPATHMIECKHl Oaphep, UTO
MO3BOJISIET KCIIOJIB30BAaTh UX JJIS JIeUYEHUs HelpoaereHepatuBHol Oonesnu IlapkunHcoHa.
CuHTe3MpoBaHbl (QYIUIEPEHBI C BBIPAXCHHBIMH AHTHBHPYCHBIMH CBOWCTBAMH, YTHETAIOIIAMU
pEIUTUKAIIMI0 BHpyca TpUIIA Ha MOBEPXHOCTHBIX pELENTopax KIETOYHBIX MemOpaH. Takxke
OTMEYEHA aHTUBUPYCHASI aKTUBHOCTH (YIJIEPEHOB M UX MTPOM3BOIHBIX B OTHOIIEHUH BIY.

[lomyueHbl KOHBIOraTbl HAHOYACTHUI[ 30JI0TA C AHTUTEJAMU MPOTUB pelentopa
aHTHIEPMAJILHOTO (hakTOpa pocTa (MCHOIb3YIOTCA s JUAarHOCTUKU paka): OHU HE COETUHSIOTCS C
HOPMAJIbHBIMU KJIETKAMHU, HO COEIMHSIOTCS C KIIETKAMHU OITyXOJIH.

PazpaboTaHbl HAHOYACTHIIBI M HAHOKAIICYJIBI HA OCHOBE KPEMHHUS - OHU TPUMEHSIOTCS JIIS
Opaxutepanuu HeornepaOenbHOro paka mnedeHW. [Ipu 3TOM paspylieHHe OIyXOJIEBBIX KIIETOK
TIPOKCXOIHT 3a CUET JCHCTBHS Ha HUX PaAHoaKTHBHOrO dochopa *°P B HAHOKAIICYITaX.

HanouacTuubl Kak TPaHCHOPTHBIE CHCTeMbl JUISL JI0OCTaBKH JeKapcTB. JlekapcTaa,
CHaO)KCHHBIC  CHCTEMaMH  JIOCTaBKH, HETOKCHYHBI, OHOJETpagupyeMbl, HE BBI3BIBAIOT
QIJIEPrUYeCKUX pPEeakiuil, MMEIT BBICOKOE CpPOJACTBO K OHOJIOTHYECKMM MeMOpaHam. OITO
KOJUIOWJHBIE HWHEPTHBIE TPAHCIIOPTHBIE CHUCTeMB. B  Mupe pa3paboTaHO MHOKECTBO
CepTU(GHUIMPOBAHHBIX HAHOCHCTEM JUUISI IOCTABKH MPOTHBOOITYXOJIEBBIX TpenapaToB, CHAOKEHHBIX
dbochomunuaHOM CcHUCTEMON TpaHCHOpTa (MHIEIIIBI, JUIMOCOMBI) - aHAMUIIMH, BHHKPHUCTHH,
TaYHOMUIIMH, TOKCOPYOHUIIMH, TPETHOHUH, KaKITUIIOKanH, TAMOKCH(EH, IIMKIOCTIOPUH H Jp.

MenuuuHckue HAHOPOOOTbI. B MOJNEKyIsIpHOM MEIULMHE IMOSBWINCH BO3MOXXHOCTH
MPUMEHEHHsI TEHOXHPYPTHH, KOTOpas TMOCTENIEHHO CMEHHUT reHotepanuio. CyTh T€HOXHPYPTHU
3aKJIIOYAeTCss B TOM, YTO C IOMOUIBIO KOHTPOJIMPYEMOIO BpadoM HaHOpoOoTa (Hampumep,
«J1a3epHOTO0 CKaJbIeTs») B O0JIBHOM KIIETKEe OYAET BBIJACJICH U yIajeH MYTAHTHBIA T'€H U BMECTO
Hero OyZeT BCTaBJIeH HOPMaJIbHbIM I'eH.

B camBIX ONTUMHCTHYECKHMX IMPOTHO3aX 3apyOeKHbIe HAHOMEIUIIMHCKHAE TEXHOJIOTH
MPENIoNaraloT, YTo YK€ B Oirpkaiinue JBa JAeCATWIETUS MEAUIMHCKHE HAHOPOOOTHI CTaHYT
00s3aTeNbHBIM HCTPYMEHTOM OCHAILIEHUsI BpaueOHOro KaOuHeTa.

TakuM o00pa3oM, 3pa 3THOTPOINHOM Tepanmuu 4YeJoBEKa YK€ Hauyanaach, OINpeeseHbI
MPUHIUIB U1 METOJMYECKUE TOJXOJbI, OTOOpaHBI OOJIE3HH, MOTEHIHAIBHO IOJICKAIINE ITOMY
nedeHuto. PaboTa npomoikaeTcss OTHOBPEMEHHO B Pa3HbIX CTPAHAX U B Pa3IMUHbIX HAIIPABIICHUSX.
VY3ke 0YeBHHO, YTO STHOTPOITHAS TEpamus, a B YaCTHOCTU T€HOTEPAInsl OyAeT MPUMEHSTHCS IS
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JICYEHHUS HE TOJIBKO HACJIEICTBEHHBIX 00JIe3HEN, HO U 3JI0KAYECTBEHHBIX OIyXO0JIEH U XPOHUUECKUX
BUPYCHBIX UH(EKLINH.
10.2 ITATOI'EHETUYECKAS TEPAIIUA

[TaTorenernueckasi Tepanusi HalpaBjIieHa Ha yCTpaHEHHE WU OJOKHMpPOBAHHE MEXaHU3MOB
HacyeICTBeHHON Oone3nu. OHa BO3JEHCTBYeT Ha OOMEH BEUIECTB B OpraHU3ME€ M IMPOBOIUTCS
MyTeM KOPPEKLUUU TOPMOHAJIbHBIX U META0OJIMYECKHX HAPYIIEHUH, CBSI3aHHBIX C HW3MEHEHHUSIMHU
KOHLEHTpaUMd U (YHKIMOHUPOBAHMS YTUIU3UPYEMBIX B KIETKaX M TKaHIX CyOCTpaTroB U HX
METabOJIUTOB,  SIBISIOIIUXCS ~ OEJNKOBHIMM U HEOEJKOBBIMU  MNPOJYKTaMH  AKCIpPECCUU
naToJIornyeckux reHoB. [laTorenernueckas tepanus 3aBUCUT OT:

*IIyTH yTUJIM3alUu cyOCTpara - 3TO BO3/JAEUCTBUE HA MyTh, 10 KOTOPOMY CyOCTpaT BBOAUTCA
U3BHE (HalpuMep, ¢ MULIEH), WK Ha IMyTh CUHTE3a CyOcTpaTa B CAMOM OpraHU3ME;

sneurTa TPOAYKTOB Merabonu3zMa cyOcTpara; Hanpumep, npu MBO xoppekuus myreit
YTUJIM3alKUU cyOcTpaTa u ero MeTaboIMTOB 3aBUCUT OT TOTO, SIBJISIOTCS JIM CUMIITOMBI 3a00J1€BaHUS
CIIEICTBUEM HAKOIUJICHUS] MEeTabOJIMYeCKOro MpOoJayKTa - MPEIIIECTBEHHHKa MeTab0IM4ecKoro
0J10Ka, WM OHU MOSIBJISIIOTCS B pe3ysibTare AepUIINTa KOHEYHOIO0 METa00IMYECKOro MPOYKTa.

MeTtoabl naTOreHeTHYECKOH Tepanumu.

1) /[uerorepamusi C OIpPAaHMYECHHEM WIH INPEKPALICHUEM IIOCTYIJIEHUS B OPraHU3M
MPOAYKTa, METa0O0IM3M KOTOPOTO HAPYIIIEH B pe3ysbTare aedekra oenka-hpepMenTa (queToTepanms
pu GeHWIKeTOHYpHH (Muina 6e3 peHuIataHuia), Ipyu TUPO3UHEMUHN (KOppeKLUs (peHUIaIaHnHOM
U TUPO3MHOM) U T.A.). VIcKiItoueHne yka3aHHBIX IPEIIIECTBEHHUKOB U3 MUILIEBOTO paltoHa JaeT
BBIPAKEHHBIN MOJIOKUTEIbHBIN J1IeueOHbIN 3 dexT. [1o3uTuBHBIN pe3ynbTaT MoJ00HOrO JICUEHUS
MIOJIyY€H U IPU JPYTUX HACIEICTBEHHbIX 00JIe3HAX oOMeHa (Tabiuua 25).

Tabnuua 25.
HacnencrBenHbsle MeTaboIMUYECKE pacCTpoiicTBa, TpeOyoLe UCKIIOYEHUS U3 pallioHa

NpeAMICCTBEHHNKOB TOKCHYICCHUKX MeTa0O0JIUTOB.

MeTtabonnueckne paccTpocTBa Hcknrouaemblie NTUIEBBIE KOMIIOHEHTBI
DEHWIKETOHYPHUS DeHWIAIaHUH
l'omonucTunypus MeTHoHuH, TOMOLIUCTHH
Bone3Hp «KJI€HOBOTO CHpOTIa» JlelinuH, N30JICHITUH, BaIUH
MetuniiManoHoBasi, MPONMOHOBAS AllUIEMHUS N3oneiunH, METHOHUH, TPEOHUH, BaJIMH
['unepounonporengemuss 1- u  2-ro XoJiecTepuH
THTIOB
N3oBanepranoBas anuaemMus Jlennmu
lNamakTo3emus ["anakTo3a (MOJIOUHBIE TPOIYKTHI)
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Hennakus ['tyren

[Tonarpa [Typunsl

bonesns Pedcyma duTaHoBas KUCIOTA
I'emoxpomaTo3 Kenezo

boine3ns Bunscona-Konosanosa Menp

2) YcrpaHnenne MeTa00/1M4eCKOro 0J10Ka M BbIBeJeHHe HaKalJIMBalollerocsi cyécrpara
yepe3 00X0HbIe MeTa00/IMYeCKue MYTH, C TOMOIIBIO:

slpueMa JIeKapCcTB - HampuMep, A CTUMYIALUU (EPMEHTOB JbIXaTEJIbHBIX Lenei
MUTOXOHJAPUN MPU MUTOXOHAPUANBHBIX OO0JE3HSAX HA3HAYalOT JIEKapCTBEHHbIE IIpenaparsl,
conepxauue ¢pumuioxuHoH (Butamuusl K u K3), sHtapayto kucnoty, pubodaaBuH, HUKOTUHAMU,
Butamunbl C u E; 3Tu mpenapatsl SBISIOTCS JOHOpPaMHM U aKIENTOPAMM 3JIEKTPOHOB, oOecreuu-
BAIOIIMX AHTUOKCUIAHTHBIN 3(PPEKT B KIETKaX U TKAHAX OPraHu3Ma;

*BBEJICHUSI KO(EpPMEHTOB (BUTAaMHHOB); HAlpuUMep, NpU METHIMAJIOHOBOM anuaeMHuu
HazHayaeTcsl koOanamMuH (BUTaMUH By); mnpu TOMOIMCTHMHYpUHM U NHUPUIOKCUH3aBHUCHMBIX
Cylioporax - mTupuI0KCHH (BUTaMuH Bg); Mpu HETOCTaTOYHOCTH OMOTHUHA3BI - OMOTHH; TIPH aTAKCUU
¢ nepunuroM ButamuHa E - Butamus E; npu Butamus-/[-pe3ucreHTHOM paxute - BuTaMuH B; npu
CUCTEMHOMN HEJOCTAaTOYHOCTU KapHUTHUHA - L-KapHUTHH;

*BBEJICHUSI YUCTOro (pepMeHTa B KIIETKU-MUIIEHHU; 3TO Haubosiee >pQPeKTUBHBIN Ccrocod
[aTOT€HETUYECKOW Tepamuu, HO MpU €ro MNPUMEHEHHH CIeIyeT coONtoaTh psAl  YCIOBUM
(CTEpUIIBHOCTP M HEMMMYHOT'€HHOCTh BBOJUMBIX (DEPMEHTOB, HEOOXOJUMOCTH IIPEOJOJICHUS
MMMYHHOW 3aIllUThl OpraHu3Ma, TOYHAas JOCTaBka ()epMeHTa B KIETKy-MulleHb). [Ipumepsr:
uHAYKIUS ¢GeHobapobutanoMm ¢epMeHTHbIX cucteM npu cuHiapomax Kunbbepa u Kpurnepa-
Haiisipa, 3amectutenbHas  QepMeHTHass  Tepamnus npu  Oonesnax  Ilomme, ®abpu,
MYKOIIOJIFCaxapua03ax, BUCHEPAIBbHBIX (opMax JIM30COMHBIX OoJe3Heil 0e3 mopaxenus [[HC,
IpUMEHEHHE Liepe3uma npu 6ose3nu [ oie.

3) IlopaBjeHWe  aKTHUBHOCTH  (pepMeHTOB,  Hampumep, Ipu  nophupumy,
COIMPOBOK/AIOIIEHCS BBICOKOW aKTUBHOCTHIO aMHUHOJICBYJIEHAT-CUHTETa3bl, HA3HAYaIOT I'€MaTHH,
KOTOpbIM MHruOupyer neiictBue 3toro gepmenta. lllupoko npuMeHsercs MHAYKIUS aKTUBHOCTH
IIOKypoHIITpaHchepasbl  peHoOapOUTAIOM TPU TEMOJUTUUECKOW OOJIE3HH HOBOPOKICHHBIX,
QJIOMYPUHONA JJISl CHUKEHHUS AaKTHBHOCTHM KCAaHTUHOKCHUAA3bl - (epMeHTa, KaTalu3UPYIOLIEro
CHUHTE3 MOUYEBOI KUCIOTHI IIPU [0AArPEe WIM MOUYEKHUCIIOM JTUaTe3e.

4) Crumyasiuusi BbIBeJleHMsl cyOcTpara, IpernapaTamMH, CBS3bIBAIOIIMMH POIYKT
BBIBEJICHHUSI U JIEJNAIOIIMMU €ro HETOKCHYHBIM, a caM IPOJIYKT BBIBOJAUTCA 4Y€pe3 IMOYKU HIIU

KEITyJOYHO-KHUIIEUHbIN TpakT (mpu Oone3nn Bunbcona-KonoBanoa, ycnemrHo mpumensiercs Jl-
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MEHUIWIAMUH, COJEpXaIIUi Cylnb(IUIPUIbHBIE IPYNIbl, 00pa3yoLUUe KOMIUIEKCHI C TSHKEJIbIMU
MeTaJlJlaMH, B TOM YHCJIE MEJIbIO, IPU OPraHUYEeCKUX aluAypUsX - MpuMeHeHue L-kapHuTuna).

5) 3amecTuTe/IbHAS Tepanus.

- BO3MeIlleHHe HeJ0CTAIIero cydocrpara - IpU BpPOXJIEHHOM TUIIOTHUPEO3€ paHHEe
Ha3HAYeHUE TUPOKCHHA MPEJOTBpAIIacT pa3BUTHE OOJE3HHU, MPHU BPOXKICHHON TMIIOIIIA3UU KOPBI
HAJMOYEYHUKOB 3aMECTUTEIIbHAS Tepausl CTEPOUIHBIMA TOPMOHAMU, TIPU TUNIO(U3apHOM HaHU3ME
- TOPMOHOM POCTa U JIp.

- BO3MellleHHe HeAoCTaolero (epMeHTa - BBEACHUE aJICHO3MHIE3aMUHA3bl IIPU
MMMYHOACPUIINTE, IepaMUAralakTo3uaa3bl (mepe3num) npu Oosiesnu [ome, cymbdarassl - mpu
METaxXpOMaTHYECKON JIeMKoaucTpoduu, aiabAaypazuMa NpH MYKOIOJUcaxapujao3e 1-ro Tuma u
anamnpasbl IpU MYKOIOJIMCaxapuao3e 2-ro Tuma u Ap. Vcrosib3yroTcss aHajaoru 4esloBEeYeCKHX
SH3MMOB, IOJYYEHHbIE C HCMOIb30BaHUEM TexHooruil pexkomOuHaHTHbIX JIHK. IIpemapatsi
BBO/JISITCS ITTUTENIHO MPU TOYHO MOATBEPKIEHHOM JIMAarHO3€.

- nobaBiieHHe KogakTopa - LHCTaTUOHMHYpUS, NPU KOTOpPOM JieueOHOe JeicTBue
MIPUHAUIKUT BUTAMUHY B, MeTHIIMarIOHOBAs aluypusi - BBEJCHUIO BUuTamMuHa B, (kobanamuHa);
FOPMOHOB - BKIJIIOUEHHE TOPMOHOB IIUTOBHJHOM Kele3bl IpPU BPOXKIECHHOM THUIIOTHPEO3E,
UHCYJIMHA - IPU caxapHOM AualeTre, KOpTU30ja - MPU aJAPEHOTEHUTATbHOM CHHJAPOME; OENKOB,
HampuMmep, ramma-rio0ylnuHa - MpU TUIOraMMa-riao0yIuHEMUH, aHTUIeMO(QUIbHOTO TII00Yy/InHA
MpU TeMO(IIINH; IIMHKA - TIPU SHTEPOTIATHUECKOM aKpoiepMaTuTe u ap. (tTabmuna 26).

Tabnuna 26.
HacnencrBennsie 60Jie3HM 0OMEHa BELIECTB, IPU KOTOPBIX OTMEUEH JIEYeOHbIN 3P PEKT OT

JOIIOJIHUTCIIBHOT'O Ha3HAYCHHUA BUTAMHUHOB U Koq)aKTOpOB.

Hacnencrsennsie 00Jie3HIN 0OMEHA BEIIECTB BuramuHsbl

[lupunokcuH3aBUCUMBIE:  aHEMHUs,  CYAOpOTH,  JepMaTuThl, | B (mupuaokcun)

TOMOLIMCTUHYPHS, LUCTaTHOHYPHSI, HapylIeHHE oOMeHa

TpunTodana
bose3ns XaprHana HuxoTtunoBas kuciora
TraMuH3aBHCHMBIE: AaHEMMUS, ALIU103, TUIIEPAITAHUHEMUS B, (Tnamun)

ManbaGcop61ust GposineBoi KUCIOThI, HEAOCTaTOYHOCTh PPyKTO30- | DonueBas KUCIoTa

1,6-bochomudcrepass

AOGeTanumnonpoTenIeMus, MyKOTIOJIHCAXapHI03bI Butamun A
Cunnpom manbadbcopOIum Butamunsr A,JI,E,K
buoTuH3aBHCUMBIE: TPONUOHALMAEMUS, TITUIUHYPHUS buotun
['unepTupo3uHeMusi, AIKaNTOHYPHS, IUCTUHO3 Butamun C

127



Buramun [I-pe3ucTeHTHBIN paxut, cuHapoMm Jloy, nuctuHo3 | Butamun /]
l'unotTpoMOuHEMUS Buramun K
I'unepoxcanos [InpunokcrH
['unepiunonporennemus, THI 2 HuxoTtunoBas kuciora

6) U30uparesibHasi MHAYKUMSI CHHTe3a OJHUX (PepMEHTOB U IOJABJIeHHME CHHTe3a
Apyrux (epMeHTOB TpUMEHSETCA IS TEpalud TMOoJarpbl, KOTJa WHAYIUPYETCS CHHTE3
IUIIOKCAaHTUH-TyaHUH-(pochopubdo3mnrpancdepassl M, Hao0OpOT, MojaBisercs cuHre3 (ocdo-
pubosunmupodocdara.

7) 3ameleHre NOBPEKIEHHBIX KJI€TOK H TKaAHel

. nepeuBaHue KpoBU - Ipu Oosie3Hn Padbpu, reMopHIie, reMOTJIOOMHOTIATHSIX,
. nepecajKa MoyveK - Mpu MOJIMKHUCTO3€ NMOYEK Y B3pOocibIX U 0osie3Hu Pabdpu,
. TpaHCIUIAHTAIMsl OpPraHoB U KIeTokK (comepxammx HopMmanbHyto JIHK) -

TpaHCIUIaHTAIUs BUIOYKOBOM kese3bl npu cunapome [u [xopmku (amsa3us BUJIOYKOBOM JKeJe3bl
U TapaliuTOBUIHBIX keje3), npu cuHapome Hesenoda (mopaxenue T-KiI€TOK); KOCTHOIO MO3ra
npu cunapome Buckorra - Ongpuya (TspKenoe KOMOMHMPOBAaHHOE HMMMYHOJE(UIIUTHOE
COCTOSIHME); celie3eHKu mpu Ooiye3nu lomre; medenn npu Oonesnn Buiibcona - KonoBanora,
Humanna - [lukxa; mouku mnpu Oonesnnm Dabpu, umctuHosze, Oonesnu [ome, cemelHOM
MOJIMKHCTO3€, aMHIIOUI03€E.

8) Xupypruueckoe JjiedueHue 00JbHBIX C HACJICICTBEHHOW M BPOXKICHHOW MATOJOTHUEH -
KOppeKuMsl, yaajaeHue, TpaHciuiantauus. LllyHtupoBaHue (M3MEHEHHE MYTH HaTOJOTHYECKOIrO
MIpEeBpALLEHUs CyOCTPaTOB MMAaTOJIOTHYECKUX peakluii) mpoBoauTcs npu riaukorenosax I u Il tunos
- aHaCTOMO3 MEXIy BOPOTHOW M HIKHEW MOJIOM BeHaMU (YacTh TJIFOKO3bI MOCJIE BCAChIBAHMS B
KHUIIEYHUKE OOXOJIUT INEeYEeHb M HE OTKIAAbIBATBCA B HEMl B BUJIE TVIMKOI€HA). AHaJOTMYHBIN
00XO0THOM MyTh MPUMEHSIETCS] IPU CEMEWHOM runepxosiecrepuHemun (tum Ila) - anactomo3 Mexay
TOIIEH W TOAB3JIOIIHON KHUIIKaMU (CHUKEHUE BcachbiBaHMs Xojectepuna). lllupoko mcmonb3yercs
XUPYPrUYECKOE YIaJCHUE MOBPEKICHHBIX TKaHEH (KOJIO3KTOMHUS MPU CEMEHHOM aJlcHOMAaTO3HOM
MOJINII03€ KUIIEYHMKA, CIJICHIKTOMHUS MpH CPEpOLMTApHOM aHeMuu, ynaieHue ¢ubpom mpu
HelipoduOpomarose Pexnunraysena). PeKOHCTpyKTHBHAs XUPYprus yiaydllaeT KauyecTBO >KHU3HU
OO0JILHBIX C BPOKJIEHHBIMU IOPOKaMU Cep/iia, IPU He3apalleHUH BepXHel I'yObl U T.11.

9) BuyrpuyrpoOHass Tepanuss W xupyprus. llpumensercs 4 npoBeneHUS
JIEKapCTBEHHOW WJIM XUPYPrUYECKON KOPPKIUH B XOJ€ MHBA3UBHBIX MPOLEIYp MPH MPEHATAIbHOMN
JIMarHoCTHKE (Aexommpeccusi Mmpu ruapoHedpo3e u rujpouedanvu, BHYTPUYTpPOOHas Tepanus
FEMOJIMTHYECKOM 00JIE3HN HOBOPOKACHHBIX U JIP.).

10.3 CUMIITOMATHUYECKAS TEPAIINA

CuMrnromaTuueckas Tepanusi ILIMPOKO MpPUMEHseTcs MpH Bcex (opmax MaTOJOTHU
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yenoBeka. OHa HampaBjieHa Ha OOJIer4eHHe COCTOSHMUS OOJIbHOTO, CHIDKEHUE TemIa
IIPOrPECCUPOBAHUS U TSHKECTU TEUEHUS MATOJOTHMYECKOIro IMpolecca, MpeIoTBPALeHHe Pa3BUTUS
OCJIOKHEHUH.

Jist  cuMnTOMaTHYeCKOW — Tepanmuu  OOImIed  maTojJorud  OOBIYHO — MCIOJIB3YIOTCS
JIEKapCTBEHHbIE MpenapaThl, JOKaJIbHbIE XUPYPrUuYecKue BMEIIaTeNbCTBa, (PU3HOTEPANIEBTUYECKUE
METO/IbI.

[Ipu HacnencTBEHHOM MaTOJIOTUM IPOBOJAUTCS JIEKAPCTBEHHAs Tepanusi (yHKIMOHAIbHBIX
HapyIIeHUH pa3HbIX OPraHoB M CHCTEM OpraHu3Ma, IICHUXOJIOro-NeAarornyeckasl KOPpPEeKLUs
[IATOJIOTUHU MOBEACHUS, HUHTEUIEKTYaJIbHOTO JePUIINTa U YMCTBEHHOU oTcTasnocTu. Hanpumep, npu
OpOoHXHaTbHON aCTME M MYKOBHMCILIM/I03€ HA3HAYAIOTCSI OPOHXOJUTHKHU U JblIXaTelbHasi THMHACTUKA,
yIy4IIAIOUIUME JIETOYHOE JIbIXaHWE; NpPU MPOTPECCUPYIOLIUX MBIIIEYHBIX JUCTPODUAX U
MUTOXOH/IPHAIIbHBIX OOJIE3HAX - IMpernapaThl, yAydyllarolllue TKAHEBOE IbIXaHME; MPH CKEJIETHBIX
TUCIUIA3USIX, MHOINATUSAX M MYKOIOJIMCAaXapuao3ax - dJeKTpodope3 JIeKapcTB, TIpsI3eBbIe
anIuIMKallMM W JApyrue (QU3nOTEeparieBTUYECKUE MPOLEIyphbl; MPH BPOXKACHHBIX aHOMAJUSIX
pa3Butus, aAedopmanusXx CycTaBOB U KOHEYHOCTEW, MOTOPHO-CEHCOPHBIX HEHWpomaTusix H
MYKOTIOJICaxapu103ax - XUpypruyeckas KOppeKuusi.

HoBoe mHamnpaBnenue - ¢erajspHass MeguIUMHA M JIMOpPHOHAJbHAs XUPYpPrus -
ONEpUpPOBAaHUE €€ HE POJAUBLIEr0 MilaJieHIa (auadparMaabHble TPIXKH, KUCThI, 0OCTPYKTUBHbBIE
yponaTuu H 1p.).

Pa3pabarbiBatoTcs METO/1bI KOHCEPBATUBHOM MPEHATAIbHOM Teparnuu.

EcTh MONOXUTENbHBIM OMBIT JIEYEHHS] METUIMAJIOHOBON aluIypuH BO BHYTPHUYTPOOHOM
nepuojie OONBIIMMU J03aMH BUTaMHMHA Bj;, HenocTaToyHOCTH KapOOKcuiaa3zbl - OHOTHHOM,
BPO’KJICHHOW HETOCTATOYHOCTH 2 1-rupoKcuiassl - MPU UCIOJIb30BAHUN KOPTUKOCTEPOUIOB (CO 2-
ro TpuMmectpa 6epemeHHocTH). K 3T0i1 rpyIe TepaneBTHYECKUX BMEIIATEIbCTB MOKHO OTHECTH U
UCIOJIb30BAHME JHEThl C HHU3KUM COJepXKaHUeM (eHUJalaHuHa y OEpeMEHHBIX >KEHIIMH,
reTePO3UTOTHBIX 10 T'eHY (PEHUIIKETOHYpPHUH.

@eralbHAsA MeJUIMHA CIOCOOCTBYET HE TOJIBKO TEpaneBTUUYECKOH KOPPEKIHH
BBISIBJICHHBIX HapyIIEHUH Y IJI0JIa BO BHYTPUYTPOOHOM MEPHUOJIE, HO U TOMOTaeT ONTUMU3UPOBATh
ne4eOHbIe MEPOTIPUATHUS B IOCTHATAILHOM TEPUO/IE.

Benymum HampaBieHHEM JESTENbHOCTH MEIUKO-TEHETHUECKUX YUPEXKJICHUN SBISETCS
MpenyNpexIeHNEe BOZHUKHOBEHUS U paclpacTpaHEHUs] T€HETUYECKH 00YCIOBIEHHBIX COCTOSTHUH B
cembe U obiecTBe. Ha 3TO HanpaBieHbl 0CHOBHbIE OPraHU3alMOHHbIE (POPMBI NPOPUIAKTUKH:
JMarHOCTHKA TeTEePO3UTOTHOTO HOCHUTENIbCTBA; IIPEHaTalbHas JUArHOCTUKAa M BHYTPUYTPOOHas
KOPPEKLHMs MaTOJIOTUM IIJI0J1a; MpeKInHuYecKas (IpecUMMIITOMATUYECKas) AUarHOCTUKA; MEIUKO-
IFeHETUYECKOe KOHCYJIbTUPOBAHME;, paHHAA IIOCTHATalbHas JUArHOCTHKA (MIACHTU(UKAIMSA)
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HACJIEICTBEHHBIX 00JIE3HEH, MOIAIONINXCS JI€UEHUI0; AUCTIaHCEPU3aLUsl CEMEN C HACJeICTBEHHOMN
[ATOJIOTHEN; KOHTPOJb MYTareHHOCTH (DaKTOpPOB OKpyXaroumleil cpeapl M TUTHeHUYecKas
periamenTarus (mpoduiiakTHKa HOBBIX MyTAaIl|i); IpoIarania MeuKO-TeHETUUYECKIX 3HAaHUH.
Jleyenne wHacnenACcTBEHHBIX Oojie3HEW - HEOOBIUAWHO TpyaHAs 3ajava, HE BCeraa
3¢ dexTUBHO perraeMas, HO, HECMOTPS Ha 3TO, Teparus J0JDKHA ObITh TOCTOSTHHOW U HACTOWYHBOM.
Heo0xo1uMo akTUBHO pa3BUBaTh METOJIbl T€HHOW Tepanuy, TPAaHCIUIAHTAIUI0 OPraHOB U TKAaHEW,
(dapmakoTepanuo, METOJbl 0 BOCCTAHOBJIEHHIO HOPMAJIBHOTO Tromeocrtasza. HectoiikocTs u
HEJIOCTaTOYHAsl BBIPAKEHHOCTh 3(PQPEKTOB Tepanmuu HE O3HAYAIOT OTKa3a OT €€ IMOCTOSHHOTO

IMPOBCACHUA HE TOJIBKO C KJINHAYECKON TOYKH 3pC€HUA, HO U 110 ACOHTOJIOTHUICCKUM C006pa)K€HI/I$IM.

10.4 TECTOBBIE 3AJAHUWS 110 TEME «ITPUHLUIIBI JIEUEHM A HACJIEJICTBEHHOPI
ITATOJIOT Uy

Bri6epute o1uH U3 IpeyIoKEHHBIX OTBETOB

1. HAUBOJIEE YACTAS TEPAIIMS HACJIEJICTBEHHbBIX BOJIE3HEM
1) cumnTomaruyeckas
2) 3THOIATOreHeTUYECKast
3) aTHOTpOIHAs
2. HACJIEACTBEHHBLIE BOJIE3HU, ITOJAAIOUIMECA KOPPEKIIMN JUETAMU
1) Helipopudpomaros
2) peHunkeToHypus
3) MyKOBHCIIHI03
4) cheponmrTos
5) YMCTBEHHAsI OTCTAJIOCTh C JIOMKOH X-XpOMOCOMOM
3. METABOJIMYECKA A MHI'MBULINA - KOPPEKIIVA OBMEHA BKIIIOYAET
1) orpannueHne NOCTYIJICHUS BEIIECTBA C MUIIEH
2) CHWKEHHE MHTEHCUBHOCTH CHHTE3a MAaTOJIOTMYECKOro cyocTpaTa
3) BBIBEICHHE U3 OpraHu3Ma cyocTpaTa maToJOTHYeCKON peakuu
4) 3aIMTy OT MOCTYIUICHHS N30BITOUYHBIX KOJMYECTB MPOJTYKTOB KaTaboau3ma
4. TEHHAA TEPAIINA BO3MOXHA IT1PU CJIIEAYIOUIUX YCIIOBUAX
1) MyTaHTHBIH reH J0JKEH ObITh UIEHTU(UIUPOBAH U CEKBEHUPOBAH
2) oTcyTCcTBHE IpYyroro 3pPeKTUBHOrO JeUEHUS
3) 3HaHUWe maToreHes3a 00JIE3HM IS OTIPECIICHUS MUIIICHN TeHHOU Tepanuu
4) npu BceX BbIILIETIEPEUNCICHHBIX
5. MIPABUJIBHOE YTBEPX/JIEHUE
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1) mpu TpaHCT€HO3€ COMAaTUYECKMX KJIETOK - 3aMeHa aHOMAaJbHOTO TEHa
HOPMaJIbHBIM, TIPH TPAHCTEHO3€ 3apPOJBIIIEBBIX KJIETOK J00aBiseTCs
HOPMAJIbHBIN I'€H

2) TpaHCTE€HO3 COMATHYECKUX KJIETOK, B OTIMYME OT TPAHCTEHO3a 3apOIbIIICBHIX,
HE OTPa)KaeTcsl Ha TEHOTHUIIE TIOTOMCTBA 00JIBHOTO

3) TpaHCTe€HO3 OCYIIECTBIISIETCS] TOCTHATAIBHO, 3aPOABIIIEBHIX - TPEHATAIIBLHO

4) mocie TpaHCreHO3a COMAaTHYECKUX KIETOK, B OTJIMYHME OT TpPaHCI€HO3a
3apOJIBIIIEBHIX, TPEOyeTCs MOKU3HEHHAS UMMYHOCYITPECCUBHASI TEPATTHSI

5) TpaHCT€HO3 COMATHYECKHX KJIETOK NPHUMEHSETCS TOJBKO NPH MOHOTEHHBIX
3a007€BaHMsIX,  3apOJBIINIEBBIX  KIETOK — TPH  XPOMOCOMHBIX U

MYJIbTU(AKTOPHAIIBHBIX 00JIE3HAX

6. YTBEPXJIEHUSI OTHOCUTEJIBHO TPAHCIIJIAHTALIUY OPTAHOB U TKAHEN
KAK METOJIA JIEUEHUSI HACJIEJJCTBEHHbBIX 3ABOJIEBAHUI
1) moMuMO TiepecaKd OpPraHoB MOXHO IIE€peca)kMBaTh OTAEIbHBIE KIIETKH,
y4acTBYIOIINE B IaToreHe3e 0ose3Heit ooMeHa
2) TpaHCIUIAaHTAlMI0 KOCTHOTO MO3ra OT 3J0pOBOTO HMHAMBHAA €ro cudcy c
HACJIEICTBEHHBIM 3a00JIEBAHUEM PACIICHUBAIOT KaK TPAHCTE€HO3 3apO/IbIIIEBbIX
KJIIETOK
3) mpu HAcHEACTBEHHBIX OOJIE3HSIX OTTOP)KEHUE TEPECaXEHHOTO OpraHa
BO3HHMKAET pEAKO, TaK KaK AHOMAJIbHbBII TE€HOTUIl MPENSATCTBYET PpPEaKIHU
«TpaHCIUIaHTAT MPOTUB XO3IUHAY»
4) nepeca)keHHbI JTOHOPCKUN OpraH 4Yepe3 HEKOTOPOE BPEMsI TaKKE MOXKET
MOPaXaThCsl HACJIEACTBEHHBIM 3a00JI€EBaHUEM
7. IMETUYECKOE OI'PAHUYEHUE YCTAHABJIMBAETCA
1) mpu HacaeACTBEHHOH (OopMe KapJIUKOBOCTH
2) muist IpoQUIIAKTUKH CYIOPOT Y peO€HKa ¢ rurepaMMoHueMueit
3) peOEHKY C YMCTBEHHOM OTCTAJIOCTHIO
4) npu rajnakTo3eMHUH
5) mocre nepecaaku neuyeHu 00JIbHOMY CEMEHHON THIIePX0JIeCTePUHEMUECH
8. YCUJIEHHOE BbIBEJIEHUE CYBCTPATA ITPUMEHSAETCA
1) nmpu nepecasike rneyeHu 00JIBHOMY CEMEIHOM runepxojecTepuHeMueit
2) npu cypoporax y peb€Hka ¢ runepaMMOHUEMHEH
3) mpu cunapome Buibcona-KoHoBanoBa Ha3zHaueHHWEM MEHULWIUIAMUHA IS
CBSI3bIBAHUS BHYTPUKJIETOUYHBIX HOHOB MEAU
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4) mpu  YMCTBEHHOH OTCTaJIOCTM Yy peOeHKa Ha3HayeHHeM OOJIbIIUX J03
BUTaMUHOB
5) npu (peHuIKeTOHYpUn
9. AIbTEPHATUBHBIE ITYTU OBMEHA ITPUMEHAKOTCA
) mpu cymoporax 'y peOGEHka ¢  TrumnepaMMOHUEMHUEH  BCIEACTBHE
HEJ0CTaTOYHOCTU OPHUTUHTPAaHCKApOAMUIIA3hI
2) npu nepecajike rneyeHu 00JIbHOMY CeMENHON runepxojecTepuHeMueit
3) npu cunapome Bunbcona-Konosanosa
4) mpu  YMCTBEHHOH OTCTaJIOCTM Yy peOeHKa Ha3HayeHHeM OOJIbIIUX 03
BUTaMHUHOB
5) mpu OpraHuyecko amuaeMuu y peOeHKa Ha3HAUeHHEeM KapHUTHHA JUIsS
oOpa3oBaHus 3(pUpPOB KAPHUTHHA U X BbIBEICHUS
10. BAMECTUTEJIBHAS TEPAIIMA UCIIOJIB3YETCA
1) mpu cynoporax y peOEHKa ¢ runepaMMOHUEMHEN
2) npu nepecajike rneyeHu 00JIbHOMY CeMENHOM runepxojecTepuHeMueit
3) npu HacyeCTBEHHOU (OpME KapIMKOBOCTH BCIICACTBUE CHIKCHHOU (YHKITUU
runodusa Ha3HaY€HUEM COMAaTOTPOITHOIO TOPMOHA
4) mpu YMCTBEHHOH OTCTaJIOCTM Yy peOeHKa Ha3HayeHHeM OOJIbIIUX 03
BUTaMUHOB

5) npu opraHM4ecKo anuaeMun y peOeHKa Ha3HaueHueM KapHUTHHA

CUTYALIMOHHBIE 3AAYA
3agaua 1.

VY sxeHuuHbl 39 et 5-1 OepeMEeHHOCTh, MPOTEKABIasl C FECTO30M U YTpO30il MpephIBaHus,

3aBepiImiiach pogamu Ha 36-it Heaene. HoBopoxxaeHHast neBouka, ¢ Mmaccor tena 2700 r, amuHOM

Tena 48 cm, 3akpuuana cpazy. IIpu ocMoTpe oTmedaercss OTEK KHCTEH M CTON, KOPOTKasi Liesl C

A30BITOYHBIMUA  KOKHBIMU CKJIaIKaMU, O6Hla$I MbIIICYHAA THUIIOTOHUA. HpI/I AyCKYyJIbTallun

BBICJIYIIMBACTCA CHUCTOJIMYECKUH IyMm BJOJIb TPYAWHBI CJICBA.

1. O kakoM 3a00JIeBaHUN MOKHO JTyMaTh B JAaHHOW CUTYaI[1H.
3anaua 2.

Ha npueme y sn10KprHOIOTa 001aCTHOM MOJUKJIMHUKY JIeBoYKa 13 sier. Mamy 6ecriokour,

4TO ACBOYKA 3HAYUTCIIBHO OTCTACT B POCTC OT CBOMX CBCPCTHUKOB. CeMbs IIPOKUBACT B CEITbCKOM

MecTHOCTH. PebGeHok ot 3-ii 6epeMenHocTH, 1-x poaoB (Bo3pacT mamsel - 27 jnet). [Ipensinymue

6CpeMCHHOCTI/I 3aKaHYMBAJIMCh CaMOIIPOU3BOJIBHBIMU BBIKHU/IbINIAMHU Ha paHHHUX CpOKax. C PAaHHETO

BO3pacTa y ACBOYKHM OTMCYAJIOCH OTCTAaBAHHWEC B POCTC W PA3BUTHH, POAUTCIIN CBA3BIBAJIM 3TO C
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IUIOXUM anneTUTOM M YaCThIMU MIPOCTYIHBIMU 3a00s1eBaHusAMU. Y AeBouku - muonus I crenenu. B
uIKoJie yuutces mioxo. Ocmotp: poct 128 cM, HOpMaIbHOTO MUTAHUS, U30BITOUHAS KOXKHAs CKJIaIKa
Ha lIee, HU3KUU POCT BOJIOC Ha 3arhlike. HapyxHble MOJIOBbIE OpraHbl pa3BUTHI MO JKEHCKOMY
THIy, MEHapxe He oTMevanock. Ax0, Ma0, PO, MeO.
1. ITocTraBpTe NpeIBAPUTEIBHBIN AUATHO3.
3anaua 3.

Ha Boennoii menxkomuccun roHoma 16 ger. Poct 189 cMm, pasmax BepXHUX KOHEYHOCTEH
MpEBBIILIAET JIMHY Tejaa Ha 16 cM, OTMEYaloTCsl MpPOSIBIEHHS TMHEKOMAacTHH, HEpPaBHOMEPHOE
pacnpezesieHre 0IKOXKHO-KHUPOBOTO CJIOSI, TUIIOIUIA3Usl HAPY>KHBIX MIOJIOBBIX OPraHOB.

1. O kakoMm 3a00JIeBaHUN MOKHO JyMaTh B JAaHHOW CUTYaI1H.

3anaua 4.

B matomoroanaroMuueckoM OTICJIICHHH - HOBOPOJXKJEHHAs neBouka. Macca tema 2300 T,
minHa 45 cM. Ilpu BHemHeM ocMmoTpe: Mukpouedanus, 0OJHOCTOPOHHEE He3apallleHUE BEepXHEu
ryObl 1 HEOa, OTCYTCTBHE MOJKOKHO-)KUPOBOTO CJI0S, IIECTh NANIbLIEB HA JIEBOW CTOIIE, TIONIEPEUHbIe
JaJIOHHbIE CKIaJAKM Ha o0eux KHUCTsIX. Ha cexkuuu: runomnasus MoO3XKeuka, JeeKT
MEXOKENTyJOUKOBOM MEPErOpoIKY, MOJIMKUCTO3 00euX MOYEeK, IByporasi MaTka.

1. Baur npeanoJioxkuTenbHbIN AUarHos?

3ajaua 5.

Manpuuk B BO3pacre 2 MecC., NOCTYNHJ B CTalMOHAp C INOJO3PEHHEM HA Haau4ue
BpokJeHHOro nopoka cepaua (JAMXKII). Mama >xanyercss Ha miaoxoil annetut pedeHka (B Bece 3a
1-ii mecsaun npubaBuin B 4 pa3a MEHbIIE HOPMBI), OTCYTCTBHE (PUKCAlMM B3IJIAJa, YacToe
OECIOKOMCTBO W TuIady. AHaMHe3: peOeHOK OT 3-i OepeMEHHOCTH, MPOTEKABIIECH C TeCTO30M,
MHOTOBOJIEeM (Mame 28 J1eT), 2-X POJIOB B CPOK (TIEPBBIC POJIBI 3aKOHUYHIIUCH POKICHUEM 3/I0POBOM
neBouku). Macca Ttena npu poxaeHun 2130 r. Ha uckyccrBeHHOM BckapmiuBaHuu. OcMOTp:
nonuxouedanuueckas Gopma yeperna, MUKPOI€HHs] U MUKPOCTOMUS, KOPOTKHE TJa3HbIEe IIENu,
CTONBI C BBLAAMOIIEHCA NSATKOM M IPOBUCAIOLIUMM CBOJIOM, IIyIOYHAsl rpbbka. MbleyHast
TUIOTOHMS, TPU3HAKU JUCIUIA3UU Ta300€IPEHHBIX CYCTaBOB.

1. Bau npenBapuTenbHbIi JUarHo3 U MiaH 00CIeI0BaHUs.

3anaua 6.

HoBopox/ieHHBI MallbuuKk OT 2-X CpPOYHBIX poOAOB (Bo3pacT Mambl 39 ner, 6-s
OepeMeHHOCTh Ha (hoHEe HeppomaTHH, C YrPO30i MpephIBaHUS Ha BCEM MPOTSHKEHUU) C Maccoi Tela
2800r. K rpyau mpunioxxeH 4yepe3 3 yaca, oTMeHYaJloch 00MIIbHOE cphiruBaHue. Bropoe kopmieHue
COIMPOBOXKJAJIOCh PBOTOM HECTBOPOKEHHBIM MoJiokOoM. [Ipu BHemHeM ocmoTpe: muiatuuedatus,

JaTCpaJIbHBIC YIJIbI T'JIa3HBIX HIGJ'ICﬁ PACIIOJIOXKEHBI BBIIIC MCIUAIIBHBIX, SIIMKAHT, MaKpOIrJIOCCHUs,
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ne(pOopMUPOBAHHbIE VIIHBIE PAaKOBHHBI, BapycHas [eBUALUMs MM3UHIEB, Ha JIEBOM KUCTH -
nonepeyHas 1aJoHHas CKJIa/IKa, Ha CTOMAaX - CaHAaJIeBUHAS 1LIEb.

1. Ha3naubTe 10NOJHUTENIbHOE 00CIE0BAHNE U MIOCTABLTE IUArHO3.

3angaua 7.

JleBouka 4-x JeT HampaBlieHa Ha KOHCYJIbTAallMIO K Bpauy-reHeTuky. Haxonurtcs Ha
nucrnancepHoMm ydere ¢ auarnozom: BIIC - JIMXKII. 3anepika NCHXOMOTOPHOTO pPa3BUTHSL.
Bropuunslii xponudeckuil nuenoned@put (Ha ¢oHE yABOEHHUS JEBOW MOUYKH). PenuauBupyrommii
OpoHXUT. JIByCTOPOHHMI XPOHUYECKHI OTUT. AHAMHE3: peOeHOK OT 7-i OepemeHHoCcTH (Mame 36
net), 6-x posoB (B ceMbe 370pOBBIA peOeHOK 14 er, 2-1 OEpeMEHHOCTh - POXKIECHUE MEPTBOTO
pebeHka, Tpu OEpEMEHHOCTH  3aKOHUYWJIUCh  CaMOIIPOU3BOJIBHBIM  aboptom). OcMoTp:
MOHTOJIOUHBIN pa3pe3 ria3, MUKpouedanus, ceUIOBUIHBIA HOC, MEJIKUE 3yObl. YBeIndeH 00beM
JBH>KEHU B CyCTaBax.

1. ITocTraBpTE NMpEIBAPUTENBHBIN IUATHO3 HA OCHOBAHUHU OCMOTpA U aHaAMHE3a.

3anaua 8.

Ha npueme y neauarpa manbuuk 3 Mec. Mama xaimyercss Ha OTCTaBaHHE B Pa3BUTHH (ILJIOXO
JEpXKUT TOJIOBY, cilabo pearupyeT Ha 3BYKHM) W 3amopbl. [Ipu BHeIIHEM OCMOTpe OTMEYaercs
HEKOTOpasi OJyTJI0BAaTOCTh JIMIIA U KOHEYHOCTEeH, Opaxunedannyeckas (Gopma uyepena, KOpOTKas
miesi, MpoTHaTU3M, IIyOOoKo 3amaBmias mnepeHocuna. Koxka OnenHasi, cyxasi, BOJIOCHI pPEIKHE U
JIOMKHE.

1. O kakoM 3a00JIeBaHUN MOKHO JTyMaTh B JAaHHOW CUTYaI[1H.

3angaya 9.

Ha mpueme y memmatpa meBouka 1 rom 8 mecsneB. PeGenok ot 2-it 6epemeHHOCTH, 2
CPOYHBIX pojaoB, ¢ Maccor Tena 3800 r, mmuHOM 52 cM. Y MaTepH BBISBICHO JYTHPEOHUIHOE
yBenudeHue mutoBuaHoM xkenesnl Il crenenu (mo Hukomaery), Bo BpeMs OEpEMEHHOCTH JICUEHUE
TUPEOUJIHBIMM TOpMOHaMH He mnoisydana. llepBas OepeMEHHOCTb OKOHYMIJIACH POKJIEHUEM
310pOBOro pedeHka. B mepnoa HOBOPOXAEHHOCTH y JE€BOYKHM OTMEYAach JJIUTENIbHAs JKENTyXa,
MeEJUIEHHAs SIUTEIU3alus MylnoyHou paHku. W3 poamnbsHOro goma BeimucaHa Ha 12 cyrku. Ha
MIEPBOM TOJy KM3HU CKJIOHHOCTB K 3amopam, Ijioxasi npubaBka B Bece, CHUKEHHME JIBUTaTEIbHOMN
akTUBHOCTH. ['010BY aepxut ¢ 6 mecsues, cuaut ¢ 10 mecsies, He XoauT. OCMOTp: COCTOSTHHE
cpenHeil Tsokectu. Koxka GrenHasi, cyxas, Typrop CHHKEH, MbIlIeYHas TMIOTOHUS. Bosocsl penkue,
CyXHe, HOI'TH JIOMKUE. boblIoi poAHUYOK OTKPBIT. AYCKYJIbTaTUBHO JbIXaHUE ITPOBOJUTCS BO BCE
otnensl. ToHbI cep/na npuriymieHsl. JKUBOT yBenuueH B pazMepax («JIArymiadyuii» B MOJIOKEHHUH
JeXa Ha CIMHE), OTMEYACTCs PAcXOXJCHHWE NPSAMbIX MBI KUBOTa. IleyeHb M cene3eHka He
yBeJIMYEeHBl. B KIIMHUYECKOM aHaIu3e KpOBHU: aHEMHUS.

1. Bam npeanonoxuTenbHblil [uarno3?
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3anayga 10.

Masnbuuk 5 cyrok, oT 1-ii GepeMeHHOCTH, mpoTeKkaBuieil 6e3 ocinoxxkHeHui. Poabl B cpok.
Macca nipu poxxaenuu 3200 1, niuHa 52 cM. C poKASHHS TPAKTUYECKU MOCTIE KaXKI0TO KOPMIICHUS
pBOTa, OOWUIIbHAs, Mepuoaudecku “‘GoHTraHom”, 6e3 mpumecu xemuu. [Ipu ocMmoTpe pedeHok
OneaHbIN, OECIIOKOMHBINA, KOXa cyXxasd, ¢ “MpaMOpHBIM~ pUCYHKOM. [loaKOXHO-KHpOBOW cioi
pa3BUT cilabo, MMPHHA KOKHOM CKIAJAKU Ha ypoBHe mynka - 0,5 cMm, Typrop TKaHed CHUXKEH,
MBIIIEYHAas: THUIOTOHMA. TOHBI cepaua pPHUTMHYHBIC, ABIXaHHE IIy>puiIbHOE. JKHMBOT MATKHUH,
0e300JIe3HEHHBIN, BO BpeMs OCMOTpa y peOeHKa OOmIbHas PBOTA, 00bEM KOTOPOHM MPEBBIIIAT
cheenHoe. Modencnyckanue 7-8 pas, 3amopsl. B HacTosiee Bpems macca pedenka 2700 r.

1. IlocTtaBbTe NpeaBAPUTENBHBIA TUArHO3 U ONPEACIINTE TAKTUKY Bpaya.

3anava 11.

Pebenok 1 rox 10 mec. pomwicst B achukcuu, ¢ maccor 2900 r. YV marepu maTtojorus
3peHusi, y OTIa TYrOyXOoCTh C poxieHus. Jlo mepBoro rojaa pa3BUBajCsS COOTBETCTBEHHO BO3pacTy.
Yacto 6oneer OPBU. B Bospacre 10 mec. BmepBble BbIsIBIEHbI mnpoTeuHypus 1o 0,99 1/n;,
nerkonutypust 10 40-50 B mome 3penus, Oakrepuypus. B Bo3pacte 1 roma 5 mec. BBISIBICHO
YABOEHHE MOJIOCTHOW cuCTEMBI ITpaBoi nmoyku. [locie nepenecenHor nueBMonuu B 1 rox 10 mec.
MIPOTEUHYpHs Bo3pocia A0 2,6 I/l B CyTKH, NOSIBUWINCH BIEpPBbIE JIETKUe nepudepudeckue oreku. B
aHAJIM3axX MOYH - JISUKOLUTYPHS, TEMATypHsl, BBICOKUH yJIEIbHBINA BEC MOYH.

1. Bam npennosiaraemblii 1uarHos?

3anava 12.

Manbuuk 9 ner, mocTynuia B CTalMOHap € *ajnobaMu Ha M3MEHEHHs B aHajlu3ax MO4YH,
MOHIKEHUE CilyXa. AHaMHe3: peOeHOK OT 2-if OepeMEeHHOCTH, 2-X CPOUHBIX poJoB (1-i pedeHoK,
MaJb4MK, yMep B Bo3pacTe 11 jieT OT moyeuyHoil He10CTaTOYHOCTH, CTPaJall CHUKEHHEM cilyXa ¢ 3-
x net). Macca npu poxaenun 2800 r, mauHa 50 cMm. Ilepuos HOBOpPOKJIEHHOCTH HpoTekan 0e3
ocobennocteil. B 3 roga, mocie mepenecenHoro OPBU, B moue: remarypusi, JeHKOLUTYpuUs,
nporeunypust 10 600 mr/cyr u 3anepxkka (usmdeckoro pazButus. OCMOTp: COCTOSIHUE CpeIHEH
TSYKECTH, KOKa OyieHasi, MOJKOXKHO-)KHPOBOM CJIOW pa3BUT IJIOXO, OTEKOB, MAaCTO3HOCTU HET.
Crurmsl Au33MOpUOreHe3a: TUIIEPTENIOpU3M, SIUKAHT, BBICOKOE HeOO, aHOMalbHas opMa YIIHbBIX
pakoBuH, uckpusienre musuHma. AJ] 105/55 mm prt.ct. B nerkux Be3ukyssipHOE JbIXaHUE, XPUIIOB
Her. Touwl cepama rpomkue, putmudasie, YCC - 88 ymapoB B wmuH. JXKHMBOT MSTKUi,
6e30osie3HeHHbIN. [ledenp y kpas peGepHO¥l nyru. B anamm3e KpoBu: aHEMHs, B aHAJIU3€ MOYH:
6emok - 0,9%o, TEHKOUUTHI - 6-7 B 11/3, SPUTPOIIUTHI - CIUIOITL, OTHOCUTENIbHAS IOTHOCTH - 1,007.
BuyrpuBennas yporpadus: NpaBOCTOPOHHSS IHEIOIKTa3Ws, HEPE3KO BbIpaKEHHAs IujaTalus
yalieyek, aCUMMETPUsI pa3MepoB MoueK. AyAHMOMETpHUs: BBISIBICHO CHU)KEHHE CllyXa Ha BBICOKHUX
gactoTax. OCMOTp OKynHcTa: KarapakTa | creneHu, MUOIusI.
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1. Bam npeanoJioxkuTenbHblii AUarHo3?
3anaga 13.

Ha koHcynpTanuu y Bpaua-reHeTuka - 1Ba Opara, 5 um 7 ner. XKanoOwsl poaureneit
OTHOCHUTENIbHO 3a00JI€BaHMs JIeTell OJIMHAKOBBI: POCIU CJIa0bIMU, YacTo OO0JIeTU MPOCTYAHBIMU
3aboneBanusiIMU. CaMOCTOSATEIBHO CTAIM XOIUTH Tocie 1,5 jeT, He yCTOWYMBO, MomiaThiBasch. B
JabHENIIIEM HEYCTOMYMBOCTbH NpPU XOAbOE yCHUIINJIAach, MOSBUJIACH HEJIOBKOCTh M JPOXKAHHE B
pykax. Ponurtenu 310poBbl, KpOBHOE POJACTBO OoTpuuaroT. KinHuueckas kapTuHa 3a00JIeBaHUS Y
OpaTbeB HMMEET CXOIHBIC YepPThl. MalbuMKud OTCTAIOT B POCTE M Macce, Koka Onemnas. Ha
KOHBIOHKTHBE IJ1a3 OJIMKe K Hapy>KHOMY YTy YETKO BUAHBI TeJI€aHTMOAKTa3uu. JIuia aMUMHYHbIE,
peub ckaHaupoBaHHas. XOIAT MolaTeiBasch. KoOopAMHALMOHHBIE MPOOBI  BBIMOJHSIOT
HEYyJI0BJIETBOPUTENBbHO. B mokoe B pykax Hab101al0TCA HaCUIbCTBEHHbIE ABMKEeHUs. [lape3oB HerT.
MplieyHblii TOHYC CHMKEH. PaccTpolicTB 4yBCTBUTEIBHOCTU HET. ['na3Hoe nHO Oe3 maToJoTuH.
Pentrenorpamma yepena 6e3 0coOEHHOCTEH.

1. Bam npeaBaputenbHbIil JUarHo3?

3anaya 14.

Manbuuk 6 Mec. HampaBlIeH Ha KOHCYJIbTalui0 K Kapauosiory. PebGenox ot 1-it
o6epemennoctr (¢ OPBU na 10-it Henene, yrpo30il BRIKHABIIIA), CPOUHBIX POIOB, ¢ Maccoi 3100 T,
JUTMHOM 52 cM, 3akpuuai cpasdy. [ pyas cocal Bslo, exeMecsdHas nprudaBKka Macchl Tejla Ha IEPBOM
rony - 400-500 r. BckapmnuBanue ectectBeHHoe. Tpuxkasl nepenec OPBU. Anamues: y MaMmsl -
XpOHUYECKUI TOH3WINT, Y Opata 8 ser - BIIC, y 0abymiku no nunuu matepu - UbBC, no nunun
OTIIA: Y CECTPHI - PEBMOKapAWT, ACAYIIKAa yMEp OT paka xenyaka, y 0alOymku - I'b. OcmoTp:
COCTOSIHME pEOCHKA CpPEAHEH CTENMeHM TSHKECTH, OCCIOKOWHBIM, KOXka OyienHas, axpoIMaHO3.
VYiiHble pakoBUHBI UMEIOT aHOMalbHYIO (opmy. ApaxHogaktwius. Y/ 40 B MuH., JbIxaHue
MYy3PWIbHOE C €IMHUYHBIMU BJIQKHBIMU XpUIIAMHU, [IPU NEPKYCCUU JIETOYHBIN 3BYK. BepXyiieunsiii
TOTUOK B 4-5 Mexpebdepbe, ycuiaeHHbIH. TOHBI cepana I'pOMKHE, CUCTOJMYECKHI IIyM BO BCEX
TOYKaX ayCKYJIbTallUM C SMHUIEHTPOM BO 2 M/p ClieBa OT IPYAUHBI, IPOBOIUTCS Ha cruHy. JKuBoT
MSTKUH, 0€300JIe3HEHHBIN, TEYeHb BBICTYNMAET U3-MOJ Kpas peOepHOM mayrm Ha 2,5 cMm.
Moueuncnyckanue cBOOOIHOE.

1. TlocraBbTe mpenBapUTENbHBIN 1MAarHO3 U Ha3HAYbTE 00CIEI0BaHNUE.

3amaya 15.

B xapamosiormdeckoe oTaeneHue MOCTymmia aeBodka 14 jer ¢ xamobamu Ha OONU B
ceple, HApYIICHHE CEPACYHOTO PUTMA, OJBINIKY, BIAXHBINH Kamedb. OOBEKTHBHO: JACBOYKA
BBICOKOI'O pOCTa, JOJINXOCTCHOMCIINSA, FI/II'IepHOI[BI/DKHI)IC CYCTaBI)I, FPYJIHOI\/II CKOJINO3,
BOpOHKOO6p33Ha$I pr,)IHaSI KJICTKaA, )IOJ'II/IXOHG(i)aIII/ISI, «IITUYbC» BI)Ipa)KeHI/Ie JIi1a, BBICOKOEC
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apKoBUJHOE He0O, o0Olas MbllleyHas TUIOTOHMS, UpPUIOIOHE3, cdepodakus, MHUOMNHUS,
reTepoXpoOMHUsl PaayKKH, TroyyOble ckiepbl. ['paHuUIbl cepialla paclIMpeHbl, CUCTOJWYECKUH U
nuacToianueckuil nymM. Ha peHTrenorpamme: octeonopos MeTadusos.

1. TlocTtaBbTe M OOOCHYHTE JTUATHO3.

3anayva 16.

Pebenok 14 cyrtok, ot nepBoil ¢usnonorndyeckoir bepemenHoctu, mame 16 ner. M3pectHo,
yTO0 0TIy pebeHka 40 5er, CayXuia B pakeTHbIX Bouckax. OOBEKTHBHO: POCT/UIMHA Tejia MpHU
poxaeann 46 cm, Bec 3200 r, MO3roBoil uepen mpeodiIaaaeT Hal JUIEBBIM, HABUCAIOIINK JI0O,
BBICTYNAIOUIUI 3aThIJIOK, CEAJIOBUAHAS IEPEHOCHIIA, TJIA3HON TMIEPTEI0PU3M, HU3KO MOCAKEHHBIE
VIIIA, MUKPOTEHUS, OpaxuMemusi, pyKd JTOXOAT 10 MyIOYHOTO KOJIbIA. ATITIETUT CHIKECH, peOSHOK
BO30Y)X/ICH, COH HapyIIeH, CPBITUBACT, CHUMIITOM I'pede, BBICOKHIT MBIIIEYHBI TOHYC
KOHEYHOCTEH, 0Iopa Ha MaJbYMKHU C IIEPEKPECTOM HIKHEH TPETH IOJICHHU.

1. TlocTtaBbTe M OOOCHYHTE JUATHO3.

3anava 17.

B GonpauIy moctynmn pedbeHok 6 Mec. ¢ xanobamMu Ha OECTIOKOMCTBO, pa3ApaKUTEIbLHOCTD,
IUIOXOW COH, OTKa3 OT NIpHUeMa MHIIUM. AHAMHE3: IPHU POXKACHUU OTKIOHEHHS OT HOPMBI HE
obnapyxeno. K 6 mec. oTmMeuaeTcst yrpaTa NpuoOpeTeHHBIX HAaBBIKOB. PeOeHOK mepecTalt mosisars,
yTpaTuil mpejapedeBble HaBbIKU. OCMOTp: yBEJIMYEHHE >KHMBOTA, JUAIEAE3HOE KPOBOMBIIHSHUE,
CHIDKEHHME MbIIIEYHOTo ToHyca. [Ipu manmpnanuum OO0JIE3HEHHOCTh NEYEHH U CelIe3eHKU. BuIHBI
yBETUYCHHBIC JIMM(PATUUECKUE Y3JIbI, TEMHO-KEJIThIE MIATHA HA KOXKE U KOPUYHEBATHIC YIIJIOTHEHUS
Ha KOHBIOHKTHBAX, JXeiTyxa. JlabopaTopHble METOJbl HCCIIECOBAHMS: THIIOXPOMHAs aHeMus,
JeKONeHUS], TPOMOOLIUTOTICHHUS.

1. TloctaBbTe M OOOCHYHTE JUATHO3.

3anayva 18.

JleBouka 3-x MecsieB, oT maTepu 45 JIET C OTATOIICHHBIM COMATHYECKUM (IIPOJIarcC
MUTPAJIBHOTO KJIAllaHa, XPOHWUYECKUU XOJICIIUCTHT, PEAKTUBHBIA IMAHKPEATHT) M aKYIICPCKUM
(KOTBIIUT, APO3US MIEHKH MaTKH) aHaMHe30M. bepemeHHOCTh 5-51 Ha PoHe TokcuKko3a. Poapl Ha 42-
i Hemene OEpPEeMEHHOCTH, Macca peOCHKa TMpU POXKICHUM HIDKE BO3PACTHOM HOPMBEL.
BcekapmnuBanue: 10 2 MecsleB - IpynHoe, Jajiee cMecbio «Maubliny. ANMNETUT BCErJa CHUKEH.
OOBEKTHBHO: Macca Tella HIKe Bo3pacTHOW HOpMBIL. [lceBmpormaporniedanus. JIumo TtpeyroiabHO#
(GhopMBI, MaJeHbKas HIDKHSIS YEIIOCTh, «KapMHi» poT, AePOPMHUPOBAHHBIC YIIHBIE PAKOBHUHEI.
HckpuBiieHnEe MU3MHIEB, YACTUYHOE CpalleHue 2 1 3 naiblieB npaBoi pyku. [10aK0KHO-KHUPOBOM
CJION mpaKkThyecku orcyrcTByeT. Koka ¢ cepoBaTbiM OTTEHKOM, CyXasl, 31aCTUYHOCTb CHUXKEHA,
TYprop TKaHeu CHM>KeH. Buaumelie ciiu3ucTbie 0007104YKH SIPKO-KPACHOTO 11BETa. TpelirHbl B yriax
pTa, MOJIOYHUIIA, CTOMATUT. becniokolina, rmiakcuBa. IlepkyTopHBIi 3BYK J€rO4YHbIN ¢ KOPOOOUHBIM
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OTTEHKOM. AYCKYJIbTAaTHBHO - JbixaHue myspwibHoe. YJ[ 48 B 1 munyry. ToHBI cepama riyxue,
neixarenbHas aputmus. YCC - 124 ynapoB B MuH. JKuBor B3ayr u3-3a mereopusma. Cryn
HEYCTOWYMBBINM, CKyAHBIH. B KIMHMYECKOM aHanu3e KpPOBU - THIIOXPOMHAs aHEMMs, CpeaHei
CTETIEHU TSXKECTH.

1. IlocTaBuTh 1 0OOCHOBATH JUATHO3.

3agaua 19.

Manbuuk 4-x set. [locTynun B craiimoHap ¢ xajno0aMu Ha BJIa)KHbBIN Kallellb C BbIIEJICHUEM
CEPO3HO-THOMHON MOKPOTHI.

AnaMHe3: peOCHOK OT 2-if OEpeMEHHOCTH, MPOTEKABIIIEH C TOKCHKO30M, 2-X CPOYHBIX POJIOB
(nepBbIii peOEHOK, MalbuuK, OOJEeT XPOHUUYECKON NHEBMOHHUEH, raiitmoputoM). Macca mnpu
poxaenun 3500 r, nmuHa 51 cm. BekapmiuBascst ecrectBeHHO. [IprkopM BBOAWIICS CBOEBPEMEHHO.
B macce mpubasmisin mmoxo. Bec B 1 rox - 9 kr, B 2 roga - 10,5 kr. boneH ¢ nepBbIx AHEH XU3HU.
OTMeuanuch BBIJICJICHUS M3 HOCA THOMHOTO XapakTepa, 3aTpyAHEHHoe IpixaHue. B Bo3pacte 8
MeCsSLIEB BIIEPBbIE JHArHOCTHpOBaHa IHEBMOHHS. [loBTOpHBIE MHEBMOHUM HAONIONAINCh B
Bo3pacte 1 rozna u 2 ner. Ha nepBoMm roay ®u3Hu Tpuxkasl nepeHec oTuT. Co BTOPOro MOJIYTrOAUs
*u3HU - yacteie OPBU. ¥V pebenka oTmevasnics mioxou anmeTuT, HEyCTOWYUBBIN CTYII.

OcmoTp: npu noctyraeHnn mMacca tena 12 kr. Pebenok Bsaibiid, anatuunelil. Koxa Onenqnas,
LIMaHO3 HOCOT'YOHOTO TPEYroJIbHUKA, aKpOI[MaHO3, CUMIITOM «0apaOaHHbBIX MalOUYeK» U «4aCOBBIX
crekom». YJ - 32 B 1 wmumHyry. IlepkyropHo Haa JE€rkMMHM YYacTKH IPUTYIUICHUS
MPEUMYIIECTBEHHO B MPHUKOPHEBBIX 30HAX, ayCKYyJIbTaTHUBHO: C JIBYX CTOPOH pa3HOKaJIUOEpHbIE
BJIQXKHBIE XpUIIbl. ['paHULbI cepila: mpasasi - 10 MPaBOil CPEAHEKIIOUYMYHON JIMHUM, JIeBasi - IO
JeBOMY Kparo TIpyAauHbl. TOHBI cepjlla PUTMUYHBIC, BBICIYIIMBAIOTCS OTYETIMBO CIIPaBa,
OTMEYAeTCs] MATKUW CUCTOJIMYecKuil mym, akieHT Il Tona man nmerounoi aprepueir. YCC - 100
ynapoB B MuH. Ileuens +2 cm u3-noj kpas neBoit pedepHoit ayru. [lanenupyercst kpail cene3eHku
cripaBa. JKuBOT HECKOJIBKO YBEIMUYEH, MATKUH, O0JIE3HEHHBIH 110 X0y TOJCTON KUIIKH.

PentrenorpaMMa rpynHOM KIETKU: JIeTKME B3AyThl. Bo BceX JIEroyHbIX MOJAX
HEMHOTOYMCIICHHBIE OYaroBONOJOOHBIE TEHM, ycujeHue Hu naedopmanus OpPOHXOCOCYIUCTOTO
pucyHka. bpoHxockomnusi: IBYXCTOpPOHHUI AUQPQPY3HBIA THOWHBIN 3HI0OpOHXUT. bpoHxorpadus:
IBYXCTOPOHHSS aAedopmanusi OpOHXOB, LMIMHIpUYECKHE OpoHxoskTazsl S 6,8,9,10 cmopasa.
Pentrenorpadus railMopoBBbIX MMa3yX: IBYXCTOPOHHEE 3aTEMHEHUE BEPXHEUETIOCTHBIX Ma3yX.

I. [locTaBbTE MpEeaBAPUTENBHBIN IUATHO3.

3anaua 20.

Pebenky 4 mec., poauTenu oOpaTHINCh C KanobdamMH: CHUKEHUE aKTUBHOCTH, PBOTA IOCIE
KaXJ0T0 KOPMJICHUS, MOSIBJICHUE IIEIYIIEHUS M CYXOCTH KOXH JIMIA, NMPEAIUIeYHid U TroJieHeil.
JleBouka 4YacTo W OECHPUYMHHO B3AparuBaeT. AHaMHe3: pPEeOCHOK OT 3J0pPOBBIX MOJIOJABIX
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ponuteneld. bepeMeHHOCTh W poAbl MPOTEKATM HOPMaIbHO, Macca npu poxaeHun 3200 r,
3aKpuyana cpasy. B mepBble ABa Mecsla cTana yJIep:KUBaTh rojIoBy B BEPTUKAIBHOM IOJIOKEHUH,
cocpefoTayuBaTh B3IJIS[ Ha MpeaMerax, yhapl0aTbcs. OCMOTp: TEJIOCIOXKEHUE NPaBUIBHOE,
MIOAKOKHO-KUPOBOI CJI0M pa3BUT c1abo0, KOKHBIN MOKPOB OJIEAHBIN, 3K3eMaTO3HbIE IPOSBICHUS Ha
KOXK€ JIMIIa, TpeAruieunid, rojieHeid. Bomocsl cBerible, TOHKUE, JTOMKHE, TJia3a Troiayosie. Barmsn
Oe3pa3nuyHbIi, Ha YIbIOKY He pearupyer. Ompexpensercs HucrarMm. Jlexa Ha >KMBOTE, IIJIOXO
yaep:xuBaeT rojioBy. Onopa Ha HOXKHU cialasi. [laccuBHBIE JIBM)KEHHS B KOHEUHOCTSIX B IIOJIHOM
oObeMe, MBIILIEYHBIH TOHYC paBHOMEpPHO CHMKEH. CyXOXXuibHble pedIeKchl BBICOKHE,
paBHOMepHble. Hapymienuid 4yBCTBUTENbHOCTH HE oTMeuaercs. C JUarHOCTHYECKOM IIENbI0 Ha
MIEJIEHKY, CMOUYEHHYIO MOUYOM peOeHKka HaHeceHa Karulsl peaktuBa deuivHra, mpu 3TOM MOJIy4eHa
3eJIeHas OKpacka.

1. Bam npeaBapuTeNbHbIA TUArHO3.

3anaya 21.

K ywactkoBomy neauarpy oOparuiach Mama ¢ peOeHKOM 6 Mec. ¢ *anobaMHu Ha KO>KHbIE
BBICBIIIAHUS B TEUEHUE HEJENHU U CYIOPOKHbIE MPUCTYIbI, MOSIBUBIIMECS ABAXK/bl 3a MOCIEIHHE
cyrkd. KoyxHble BbICHIMAHHUS MaTh CBSI3bIBA€T C YNOTPEOJIEHMEM B MHILY KpacHOro s0ioKa.
AnamHe3: peOeHOK poAMIICS 310POBbIM (OT 1-i PU3MOJOTHYHON OEpEMEHHOCTH, CPOYHBIX POJIOB, C
Maccoi Tena 3000 1) u 10 OCIeTHET0 BPEMEHH pa3BUBAIICS HOPMAIBLHO. Y peOeHKa CBETIas KOxkKa
U BOJIOCHI, Ila3a roiyoOble. Ha koke nuna u sirofuil MMEIOTCS dK3eMaTOo3Hble BbIChIMAaHUs. OT
pebeHKa UCXOIUT HEMPUATHBIN “MBIIIMHBIN 3amax.

1. TlocraBbTE MpenBapUTENbHBIN TUarHo3, Ha3HAYbTE 00CIIET0BAHNUE.

3anava 22.

B nHpexkuronnyo 601bHHUIYY MOCTyNMIIA JAeBoYKa 2-X MecsaueB. Co clIoB MaTepu ¢ HSATOrOo
JHSL JKU3HU y peOeHKa OTMedaeTcs PBOTa, JKUAKUN CTYJ MOCIEe KaKIOro KOPMIIEHHUS, JI€BOYKa
HAXOJHUTCSI Ha €CTECTBEHHOM BCKapMJIMBaHUU. B 1 Mecsil mosIBUIIOCH JKENTYIIHOE OKpaIlBaHHE
Koxku. OcMOTp: peOEHOK MOHMKEHHOTO MHUTaHUs, Macca Tejla HUXKE BO3pacTHOM HOpMbI. KoKHBIH
MIOKPOB JKENTYIIHBINA, IE€YeHb BBICTYHAET U3-MO0J Kpas peOepHOM nyru Ha 5 cM. JBurarenbHas
aKTUBHOCTb IOHM)KE€HA, HE (QUKCUPYET B3IJsLA, He yiblObaercs. M3 aHamHe3a HW3BECTHO, 4TO
CTapuIvii OpaT 1eBOYKH YMEP B BO3pAcTe 5 JIET OT EYEHOYHOU HEJ0CTaTOUYHOCTH.

I. [TocTaBbTE NpEaBAPUTENBHBIN IUATHO3.

3agaua 23.

B GonpHuny nocrynwi peOeHOK 5 JeT ¢ IMyHno4yHOM HeBmpamisieMol Ipebked. OcMmoTp:
MacCUBHBII uepern, KOpoTKas Iies, rpyOble uepThl JiMLa, IpyAHas KieTka jaedhopMupoBaHa,
BecJI000pa3Hble pedpa, pOroBHIla MOMYTHEBIIAs, 3a/1€p>KKa HEPBHO-TICUXUYecKoro pazsutus. [Ipu
najblalky )KUBOTA B 00JIaCTH MylKa 0OHApYXKUBAETCS BHIISTYMBAHKUE HE BIIPABJIsIEeMOE B OPIOLIHYIO
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MOJIOCTh,  OTMEYAaeTCsl  yBEJIMUYEHUWE  TIEeUYeHW U  ceje3eHku. B anHammze  moum
[NIMKO3aMHUHOTJINKOHYPHSI.
1. [TocTaBbTe M 0OOCHYITE AMATHO3.
3anaya 24.

B nerckoe otmenenue mocTynui peOeHOK Ha 4-M Mecsie *Ku3HH. JKamoObl Ha CHIDKEHHE
anmneTuTa, MepUoIMYECKyI0 PBOTY, BAJIOCTb, aJIMHAMUIO, MPUCTYIBI yaymbsi. OOBEKTUBHO: Macca
TeJla CHUXKEHa, KOXKa LIMAHOTUYHAs, OTEKH, YBEJIMYEHHE fA3bIKa. AYCKYJIbTaTHUBHO: TaXWUKapIus,
CUCTOJIMYECKHM I1mymM Ha Bepxyuike. IlepkyropHo: yBemuueHsl rpanunbsl cepaua. Ha OKIT
BBIpOKEHHBbIE Mpu3HAaku JUGQY3HBIX H3MEHEHUN MHOKapaa, ykopouenune PR. B moue
omnpezensercs 6ey0K, aeToH. BrisgBieHO 00JIbIIOE KOIMYECTBO IMNIMKOTEHA B JIEMKOLIUTAX.

1.ITocraBbTe M 060cHYlTE AUarHo3. JnddepenuuanbHplil 1uartos.

3anayga 25.

Manbunk, 3 MecsIa, MOCTYNII B OTJEICHUE KHUIICUYHBIX MHMEKINH TEeTCKOM OOJBHHUIIBI C
muarHo3oMm: «OcCTpelii racTpodHTEpOoKOIUT. JKcuko3 Il cremenm». Anamue3: pebeHok oT 1-i
(hbM3HOJIOTHYECKON OEPEeMEHHOCTH, CPOYHBIX POJIOB, C Maccoi Tena 3650 r, qmuuoit 51 cm. Ilepuox
HOBOPOXKJEHHOCTH - 0e3 ocobeHHocTeil. J[o 3 MecsieB pa3BuUBaICS HOPMalbHO, HE OOJIeI.
BckapmiBaHue ecTeCTBEHHOE.

B nocnennue 14 nueit mama 3ameTusia 6ecriokoicTBO pedeHKa rociie KopmiieHus.. Manbunk
HE BBIJIEP>KHUBAJl TIEPEPBIBBI MKy KOPMJICHUSIMU, B CBSI3U C YEM Mama CTaja JolanBaTh peOeHka
ciagkuM yaeM. Heckolibko pa3 OblI0 0OMIIBHOE CPhITMBAHUE, CTYJN yYacTHIICS 10 2-3 pa3 B CYTKH,
YCHJIHJIOCHh O€CTOKOMCTBO. Mama pacieHusia 3TO Kak MPU3HAKK TOJIOJAaHUs pedeHKa W BBela
JIOKOPM CIJIaJIKOW cMechro. Uepes 2 nHs nmocie BBEISHUs JOKOpMa CTYJ Y4acTHIICS 10 8 pa3 B CyTKH,
cTajl OOWJIbHBIM, BOJSHUCTBIM, C OOJIBLIIMM KOJMYECTBOM Tra30B; IOCIE KaXJO0ro KOPMJIEHUS -
pBoTta. PebGeHok cTanm oveHb OecrmoKOWHBIM. JIMmo ocyHynochk. OCMOTpP: COCTOSIHHE TSDKETIOE.
[IpoBenena mapeHTepanbHasi peryapaTaiys IJII0KO30-COJIEBBIMU pacTBOpaMH, C IEPEBOJOM Ha
SHTEPAIbHYIO PETUIpPATALUI0 PacTBOpAaMU OpajiuTa U TJIOKO3bl. PeOeHOK ObICTpO BBILLIET W3
COCTOSIHUSI 3KcHMKO3a. PBoTa u jamapes mnpekparuiauch. B mepBple JHM MalbuuK MOJydal
JO3UPOBAHHOE KOPMJIEHUE CLEXKEHHBIM MATEPHUHCKHUM MOJIOKOM, HO H3-3a PE3KOro MNaJeHUs
JAKTAIlMM U OTCYTCTBHUSI JIOHOPCKOTO MOJIOKAa Ha S5-M JIeHb peOeHOK TOJYyYWsI JOKOPM CIIAIKON
cmecblo. Ha 6-i1 1eHb BO30OHOBUIIACH PBOTA, CTYJ BHOBb CTaJl JKUJIKUM, BOJASHUCTBIM M y4aCTUIICS
10 4 pa3 B CyTKH.

1. IlocTaBuTh 1 0OOCHOBATH JUATHO3.

3anaya 26.

B cranmonap moctymmin manmpuuk 2-X MmecsieB. Pomurenu mMomonbie, pedeHOK oT 4-i

O0epemeHHOCTH (Ha (hOHE TOKCHMKO3a M YIpO30H IpepbiBaHus), 4-X CPOUYHBIX pojaoB (TepBble 3
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pebeHKa ymepiu B epHoJie HOBOPOXKIEHHOCTH OT TUCHEIICHH, IPUYUHA KOTOPOI HE YCTaHOBJIEHA),
Macca IpH POKJIEHUU HIDKE BO3pacTHOM HOpMbL. C pOXKIEHUS Ha TPyJHOM BCKapMmiMBaHHU. B
BO3pacTe 4-X CyTOK MOSBUIIACH JKENTyXa, ¢ 20-IHEBHOTO BO3pacTa - JUCIEINCUYECKUE PacCTPOCTBa
(JacThlil KUJKUN CTYIN 3€JI€HOBATOrO 1[BETa, pBOTa.) PebeHok Hauan Tepsth B Macce. JKenrtyuiHoe
OKpallluBaHUE KOXH coxpaHsercsi. OCMOTp: COCTOSIHUE TSXKeloe, Macca Teja HE COOTBETCTBYET
HopMe. [loOKOKHO-KUPOBOM CJHOM OTCYTCTBYET HA JKHUBOTE, TPYyIdd, PE3KO MCTOHYEH Ha
KOHEYHOCTSIX, COXpaHEH Ha JIMLIe, KoXa OJe/IHas, C KEITOBAaTO-CEPOBATHIM OTTEHKOM, CyXasl, JIE'KO
coOupaercsa B ckiIaaku. Por spkuii, OoJIbLION, B yriax pra TpeuuHbl («poT BopoObs»). Typrop
TKaHEW M MBIIIEUHbI TOHYC CHUXEHBI. ANNETUT OTCYTCTBYeT. PeOEHOK paslpa’kuTeleH, COH
OecriokoiHbli. JKUBOT B3AyT, meueHb +4 cM HU3-M0J peOepHOro Kpasl, IJIOTHONH KOHCHUCTEHIIMH.
Cenesenka He nanbnupyercs. CTyJ cO CKyIHBIMH KaJOBBIMU MaccaMu, 3€JI€HOro 1BeTa. B ananuze
KpOBU THUIOXpOMHasi, rumnopereHepatopHasi aHemus. lloceB kama Ha mnaroreHHyroo @¢uopy:
OTpULATENbHbIM. AHalM3 MOYM Ha TalakTo3y: B MoOYe OOHapy>KeHO OO0JbIIOE KOJIUYECTBO
raJlakTo3bl.

1. [TocTaBuTh 1 060CHOBATH TUATHO3.

3anava 27.

JleBouka 12 mecsieB. AHaMHe3 )KU3HU: peOCHOK OT 1-if 6epeMeHHOCTH, Ha (JOHE TOKCHKO3a
1-i1 moJIOBUHBI, CPOUYHBIX POAOB, ¢ Maccou Tena 3200 r, nmunoit 50 cm, 3akpuyana cpasy. [lepuon
HOBOPOXKJIEHHOCTH TIpoTeKasn 0e3 ocoOeHHocTe. Ha rpymHoM BCkapMiIMBaHUU 1O 7 MECSIICB.
ATNIIETUT yTOBIETBOPUTENIBHBIN, NHOT/AA CPBIIMBAIA, CTYJ HOPMalbHBIM. BpemeHaMu oTMeuanach
BSUIOCTb W TOBBIIIEHHAs! MOTIUBOCTh peOeHKa, OCOOEHHO MO yTpaMm. bbul OJAHOKpaTHBIA 3MU30]
CYJIOPOKHBIX MOJIEpruBaHni KOHeUHOcTel. OCcMOTp: Macca Tena Huke HopMbl. OOpamaeT Ha cedst
BHUMAHHE «KYKOJbHOE JIMIIO», KOpPOTKas IIesi, BBICTYNAIOMUNA 3a CYET reraroMerajuu >KUBOT.
Koxa o0bIyHOM OKpacku, BEHO3HAsl CETh Ha MepeaHel OpIOIIHOM CTeHKe He BbIpakeHa. B merkux
JIbIXaHUE KeCTKoBaroe, XxpunoB HeT, Y/[ 28 B 1 munyry. I'panuibl cepaua: npasas - 1O MPaBOMY
Kparo TpyAuHBL, JieBas - Ha 0,5 ¢M BIIEBO OT COCKOBOW JINHUM. TOHBI cepala 3By4HbIe, pPUTMUYHBIE,
YCC 120 ynapos B muH. [leyenn BbicTynmaer Ha 10 cM, MJIOTHas, cele3€HKAa HE MaJbIUPYETCS.
HepBHo-nicuxuueckoe pa3BUTHE COOTBETCTBYET Bo3pacTy. KimHuueckuil aHanu3 KpoBu 0e3
narosjorud. Y3W rmeueHu: yBeIMYEHHE BCEX OTNEJIOB IEYCHH, OOJBINE MPAaBBIX, IOBBIIICHUE
9XOT€HHOCTH MapEeHXHUMBbI.

1. IlocTaBuTh 1 0OOCHOBATH JUATHO3.

3anaya 28.

PebGenok 1,5 mer, moctynmwi B OTIEJICHHUE C HEYCTOWYMBBIM CTYJIOM, OECIIOKOMCTBOM,
00JIIMH B KUBOTE. AHAMHE3 KH3HU: PEOCHOK OT 2-i OEpEeMEHHOCTH, 2 CPOYHBIX pOoJ0B. Macca npu
poxaennn 3200 1, mmuHa 50 cm. Pannee pa3zsutue 6e3 ocodbenHocteil. BeckapmimBanue rpyaHoe 110
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1 rosma, mpukopM 1o Bo3pacty. PeGeHok poc u pa3BuBajcs Xopouio. AHaMHe3 0O0JIe3HU: BIIEPBbIE
pazKUKEHUE CTyja, B3IyTHUE KMBOTA IMOSBUIOCH B 6 MECALIEB NpPU BBEJCHUHM B MHUILY Kallld Ha
LeIbHOM MoJloke. VckiroueHne MoJsioka M 3aMeHa €ro Ha HU3KOJAKTO3HBIE CMECH IIPUBEIO K
OBICTPOMY YIIYUILIEHUIO COCTOSIHMSL. 2 JHS Ha3aJ MpU MOIMbITKE BBEIEHUS MOJIOKA MOSBUJIACh PBOTA,
KUAKUI CTyl, MeTeopu3M, 00au B xkuBoTe. /s oOcnenoBanus peOEHOK MOCTYHMII B CTal[MOHAp.
CemeiiHbIi aHaMHE3: cecTpa 5 JIeT W MaTh peOeHKa He «Io0aT» MoJIoKo. OcMOTp: pebeHOK
MIPaBUJIBHO TEJIOCTIOKEHUS, YIOBIETBOPUTENILHOTO MUTaHus. KoXKHbIN NOKPOB YHUCTBIN, CIU3UCTHIE
000J104KM OOBIYHOM OKpacku. 3yObl 6/6, Oenble. B jerkux mys3puiibHOE JIbIXaHHE, XPUIIOB HET.
Tounsl cepaua purmuunbie. YCC 120 ynapoB B MuH. JKUBOT MSTKHI, HECKOJIBKO B3YT, MaibIalus
[0 XOJy KHUIIEYHHWKAa HE3HAUMTEJIbHO OoJe3HeHHa, oTMedaercs ypuaHue. Ctyn 2 pa3a B CYTKH
IIEHUCTBIM, C KHCIObIM 3amaxoM. llocie Harpy3kum ¢ J1aKkTO30M MOSBWICA JKUIAKAW cTyn. B
KOIIPOTpaMMe: CTYN JKENThbIH, KallulleoOpa3HbIil, MbIIIEYHbIE BOJOKHA - €IUHUYHbBIC, XHUPHBIC
KHUCJIOTBI - HE3HAUUTEIBHOIO KOJIMYECTBA, KpaxMal - HEMHOTO0, HogoduiabHas ¢iopa - mHoro. Kan
Ha YIJIEBOJIbl: peaKUus MOJOKUTEIbHAS.

1. IlocTaBuTh 1 0OOCHOBATH JUATHO3.

3anayga 29.

JleBouka 25 mgHEH, MOCTyNWiIa B OTIEICHUE MATOJOTUM HOBOPOXKIEHHBIX C JKajloOamMu Ha
PBOTY, JKUJIKUN CTYJI, TUIOXYIO IPHUOAaBKy Macchl Tella, )KeJITYyIIHOCTh KOu. 13 anamHesa n3BecTHo,
YTO POJUTENN MOJIOJbIe, 3/10poBble. MaThb HE MEPEeHOCUT MOJOKO, pPabOTaeT MasipoM.
bepemenHocTh 2-51, mepBblil peOEHOK yMep B IEPHOJIE€ HOBOPOKJIEHHOCTH (AMArHO3 - LHUPPO3
MeYeHH, SHTEPOKOINT). HacTosimas 6epeMeHHOCTh TPOTEeKaIa C TOKCHKO30M 1-# 1mojoBUHBL. Pobl
B CpPOK, Macca Tena npu poxaeHun 3800 r, mumHa Tena 55 cm. Ha rpynHoM BckapmuinBanuu. B
BO3pacTe 3-X CYTOK >KM3HM MOSIBUIOCH JKENTYIIHOE OKpallMBaHUE KOXHOTO IMOKPOBa M CKIIEp,
KOTOpO€ coxpaHsieTcss A0 Hacrtosmero Bpemenu. C 14 nHe# >XKW3HU TOSIBUJIACh PBOTA, YaCTHIN
KUJKUI 3€lIeHbIl cTyn, Hayana TepsaTb B Bece. OCMOTp: cocTosiHME Tskenoe, Bsutas. Koxka
UKTEpUYHAsA, aKpouuaHo3. B Jerkux mnyspuwibHOE [bIXaHHE, XpUIOB HeT. TOHBI cepala
npuriymensl. JKUBOT B3yT, NI€YEHb BBICTYNAET M3-NMOJ Kpas pebdepHoil n1yru Ha 4 cM, IUIOTHOM
KOHCHUCTEHIIMH, cele3eHKa He yBenuyeHa. CTyd co CKyIHBIMHM KaJloBbIMM Maccamu. Ha rosjensix
IUIOTHBIE OTeKU. B KiMHMYeckoM aHanu3e KpoBu: aHemus. Kaj ma KuiieuHyro rpymnmy: TPHKIIbI
oTpunaTenbHbii. KoHcynbpTanus okynucra: JByCTOPOHHSS KaTapakTa.

1. O xakoM 3a00JIeBaHUU MOKET UJITU Peyb?

3anaua 30.

Manpunk 8 mec. Ponurenu obpaTuiuch K Bpady ¢ kajo0aMu Ha OTCTaBaHHWE pPeOCHKA B
IICUXOMOTOPHOM pa3BUTUU. VI3 aHaMHe3a U3BECTHO, YTO PEOCHOK POJAUIICS B CPOK OT HOPMAJIbHO
nporekaBmieil  OepemeHHocTH, ¢ Macco Terna 3500 1. Poasl HopMmanbHBIE, TEPUOA
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HOBOPOKJIEHHOCTH TpoTeKasl 6e3 ocobeHHocTel. [lepBbie Mecslbl JKU3HU pa3BUBAJICS HOPMAJIBHO:
ClIeWIT 3a MpeAMETaMHU, yblOancs, XOpOIIo YAEpP>KUBAJ roJIOBY, ONUPAJICS Ha HOXKKH, Jieka Ha
KUBOTE omnupaics Ha pyku. B 4-4,5 mec. ObuIo 3aMe4eHO, 4TO peOEHOK CTaj B3JparuBaTh MpH
BHE3AITHOM 3BYKE, IMEpecTall yJIbI0aThCs, MHTEPECOBATHCS WTPYIIKaAMH, cTai Oe3pa3nuyHbiM. Ha
MPOTSHKEHUH TIOCIIEAYIOIINX TPEX MECSIIEB YTPATHII IPUOOpPETEHHBIC paHee IBUTATEIbHBIC HABBIKH.
[Ipu ocmoTpe B BO3pacTe 8 Mec.: TENOCIOKEHHUE NMPaBUIbHOE, YIOBJIETBOPUTEIILHOTO MUTAHUS.
B3rmsin wa mpenverax He Qukcupyer. Co3gaeTcs BHeYaTieHHE, YTO pPEOCHOK HE BUIUT.
CamocTOSITETPHO HE CHIOUT, HAa HOTHM HE OINHPAeTCs, JBWKECHHA B KOHEYHOCTAX HE
KOOPAMHUPOBAHHbBIE, pa3MalIuCThie. MBIIICYHBII TOHYC B KOHEYHOCTSX PaBHOMEPHO CHIDKEH.
CyxoxuibHbIe pedIeKchl BEICOKHE, OpIONTHBIE OTCYTCTBYIOT. HapylieHuil 4yBCTBUTEIIEHOCTH HET.
1. Bam npeaBapuTenbHbINA AUATHO3?
3anayga 31.

Mama nieBouku 6,5 MecsIeB 00paTuiiach K reauaTpy ¢ kajmobdamMu Ha TO, 9TO €€ peOCHOK He
NepeBOpaYNBACTCsl, HE CHUAWT, HE BCTACT HAa HOXKUA. AHAMHE3 KH3HH: JeBOYKa OT 1-i
¢u3noIornueckol OepeMEeHHOCTH, OT 1-X CpOYHBIX pOJOB, Macca npu poxaeHun 2900 r.
BcekapmnuBanue rpyanoe. K 1,5 Mecsunam cranma yaepkuBaTh ToJioBy, ¢ 2,5 - 3 MecsleB
MePEBOPAYMBACTCS CO CIIMHBI HA KUBOT M 00paTHO. AHaMHe3 3a0oJsieBanus: ¢ 3,5 mec. y peOeHka -
pBOTa, OTKa3 OT MUIIH, 3a 4-i Mmecs npubaBka B macce coctaBmwia 100 r. B 4 mec. mepebosiena
OPBU, ocnoxHEeHHONW OOCTpYKTHBHBIM OpOHXUTOM, JIe4eHHE Mojdydaia B crauuoHape. [locie
BBIIIMCKM U3 CTallMOHapa Mama 3aMeTWia, 4TO JEBOYKa CTajJla MEHee AakKTHBHa, IiepecTana
[IepeBOPAYNBATHCSI, UHTEPECOBATHCS UTPYLIKaMHU, Y3HaBaTh OJu3KkuX. OCMOTp: cocTosiHuEe peOeHKa
Tsokenoe. KoxHblli OKkpoB KodeiHo-xenToi okpacku. IlpusHaku runorpoduu (nedpuuut macchbl
18 %). B merkux apIxaHwe My3pHIIbHOE, TPOBOJUTCS IO BCEM IMOJISIM. TOHBI Cepiiia PUTMUYHBIE.
KuBoT Msrkuii, nanbnupyercss Kpail nedeHu (BbICTYHAET W3-1IOJ Kpas pedepHOM nyru Ha 3 cMm)
IUIOTHO-3J1aCTUYHOM KOoHcUcTeHIuH. Cere3eHKa BbICTYIaeT U3-1oJ Kpas pedepHoil xyru Ha 1,5 cMm.
MpleyHast rTMOTOHUsI. CaMOCTOSITENIEHO HE CUJINT, HE CIEINT 33 UTPYIIKOH, B3I (PUKCHpOBaH.

1. O xakoM 3a0oJieBaHuU y peOeHKa cleayeT JyMaTh?

3anava 32.

B ximHMKY moctynwin MansuuK | rozga ¢ jkanob6amMu Ha MHOTOKDPATHYIO PBOTY, CHHIKCHHE
amnmeTuTa, Kallellb, TOBBIIIEHHE Temmeparypbl 1m0 38,7 rpamycoB. M3 aHamHe3a 3a00JieBaHMS:
pebeHok 3abosien B 6 Mec., Korja BIEPBBIC MOSBUIACH PBOTA, OTKA3 OT MpHUEMa IMHIIU, KOXHBINA
MOKPOB JKEITYITHOW MOKPACKH, HaOII0AaJoCh OTCTaBaHWE B HEPBHO-TICMXHYECKOM pa3BUTHH,
OTMEYAJIOCh CHI)KEHHME ciayxa U 3peHHs. OOBEKTHBHO: COCTOSIHME peOeHKa CpelHEed TSKECTH,
CO3HAHME SICHOE, MOBEACHUE ajekBaTHoe, TunoTpodus. Koxa xodeilHO-KenTol OKpacKu, KUBOT
PE3KO YBEIIMYEH B pa3Mepax. AyCKYJIbTaTHBHO: B JISTKMX BBICITYIIMBAIOTCS BIIAXKHBIE XpUTIBL [Ipn
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najblaluy >KUBOTA: MEYEHb PE3KO YBEIMYEHA, HUKHUI Kpall MeYeHH NalbIHUpYyeTcss B IMpaBoil
[1aX0BOM 00JacTH, Pe3KO yBeIMUYEHa celie3eHKa. B OMoXuMuyeckoM aHalu3e KPOBH: MOBBIIIEHHOE
coJiep)KaHre CPUHTOMUENIMHA B IJIa3Me KPOBU. MUKpPOCKOIUS KPaCHOM KpOBU: 3€PHUCTBIE KIIETKU
[Muka. OKynuCT: CUMIITOM «BULITHEBOW KOCTOUKM.
1. TloctaBbTe 1 OOOCHYHTE JUATHO3.
3anava 33.

Masnbuuk 8 €T MOCTYHNWI B IYJbMOHOJOTHYECKOE OT/EICHHE C >Kajio0aMu Ha 4YacThblil
MYYHTEIIbHBIA Kallelb C BBIJCICHHEM BA3KOW MOKPOTHI, OJBIIIKY MPH HEOONBIION (hU3NYECKON
HArpysKe, MOBBIIICHHE TeMIepaTypsl Tena 10 37,3-37,8°C, yromseMocTs. AHaMHe3: PeGEHOK OT
2-i1 6epeMeHHOCTH (C Yrpo30il IpephIBaHMs), CPOUHBIX poJ10B, Macca 3200 r, anuHa Tena 52 cm. B
paHHEM BO3pacTe - HeJiocTaToyHas npubaBka B macce u pocre. Yacto 6oneer OPBU, 6ponxutamu
no 5-6 pa3 B roa. OcMOTp: pe3KO MOHM)KEHHOE MUTAaHUE, MOJIUTMIOBUTAMUHO3, TOHBI cepila
YMEpPEHHO NpuriylieHsl. ['pynHas kieTka yBeandeHa, JbIXaHHE KECTKOE, BJIaKHbIE XPUIIbI CJIEBa.
XKuBoT B31yT, Me4YeHb BBICTYMAeT M3-IOJ pedepHOM nyru Ha 2 cM. B mpuemMHOM OTAeNneHuu y
pebeHka ObUI CTYJ, BBLAECTWIOCH HEOOJIBbIIOE KOJIMYECTBO KaJIOBBIX Macc, OJeCTAIMX Ha BUJ, 0e3
CJIU3H.

1. IlocraBbTe NpeaBapUTEIBHBIN IUArHO3.

3anaya 34.

Manpuuk 7 5eT Ha mpueMe y mnemuarpa. PeOCHOK OT MOJIOABIX, 3A0POBBIX POJIUTEIEH.
N3BecTHO, YTO TMIEMSHHMIIA OTHA CTpPaZaeT YHMOpHOW aucTtpodued, mpuiyrHa HE YCTaHOBJICHA.
AHaMHe3: MaJb4YUK IJIOX0 MPUOABISET MAcCy TeJa, 4acTo 00JIeeT MPOCTYAHBIMH 3a00JICBAaHUSIMU,
CKJIOHHOCTh K 3amopam. OcMoTp: peOEHOK MOHMKEHHOTO NHUTaHUs, OJEeIHBIM, C SBICHUAMU
MOJIMTUNOBUTaMUHO3a. JKUBOT B31yT, 00JIE3HEHHBIN B IpaBOM nojapedepse U OKoJio mynka. [leuenp
BBICTYIIAeT U3-10J Kpas pedepHoil nyru Ha 5 cM. Cene3enka He nanenupyercs. Ctyn 1o 3 pa3 B
Hezento, oOwibHbIN. [luype3 nocrarounslii. B komporpamme: oOuiMe MBIIIEYHBIX BOJIOKOH,
HEHUTPAJILHOTO KHPa, BHYTPUKIETOYHOTO ¥ BHEKJIETOYHOTO Kpaxmania.

1. Baw npenBapuTenbHblil 1uarios?

3anayga 35.

JleBouka, 5 1ner, mocTymwia B KIWHUKY C J>Kaqo0aMu Ha 3aTpyJHEHHOE JbIXaHHE,
MYUUTENbHBINA Kallledb, PE3KOE HMCTOIIeHHE. AHaMHe3: OOJbHA C paHHEro BO3pacTa, aHOPEKCHS,
3aJiepKKa (U3MYECKOT0 Ppa3BUTHSA, 4YacThle MpocTyaHble 3alosieBanus. llcuxmueckoe pa3BuTHE
COOTBETCTBYET BoO3pacTy. MaTb M oOTel 370pOBbl, JeAyllKa [0 JHHUW MaTepu CTpajaer
XPOHUYECKUM OPOHXUTOM, Y 6a0yIIKH MO JIMHUU OTLA - XPOHUYECKHUI KOJIMT, MOCIIeONepauOHHAs
rpeoKa. OCMOTP: COCTOSIHHE TSDKENoe, TeMreparypa tera 39°C, 6iexHo-cepast Koska. MyduTenbHBIH
Kaleb, MOKpOTa CIIM3UCTO-THOMHOTO Xapakrepa, oTaensercs ¢ TpyaoM. Poct 125 cm, macca 16 kr.
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I'pynnas xnerka aepopmupoBaHa. IlepkyTopHBI 3ByK ¢ KOPOOOYHBIM OTTEHKOM, MECTaMHU - C
MPUTYIUIEHUEM; ayCKyJbTaTUBHO: JIbIXaHWE IPOBOJUTCS HEPABHOMEPHO, PACCESHHBIE BIIAXKHBIC
pazHOKanuOepHble Xpunbl. TOHBI cepiula HOpuriIyimieHbl. JKuUBOT yBelnyeH B pa3Mmepax,
NalbIUPYIOTCSl B3AyThle KulleuHble neTin. CTyn HeperyiaspHbId, OOWIbHBIN, 3JOBOHHBIM, C
KUPHBIM OJIECKOM.
1. IlocTaBbTE NPEANOIOKUTEIBHBIN JUATHO3.
3angaua 36.

Manbuuk 8 €T mocTynmui C Kajno0aMu Ha BBICOKYIO TEMIIEpaTypy, OJbILIKY,
MaJIONpOTyKTUBHBINA Kalenb. AHaMHe3: OT 3-i 6epemeHHOCTH (eTu oT 1-if u 2-ii GepeMeHHOCTH
yMEpJM B HEOHATAIbHOM IEPUOJE OT KUIIEYHOW HENPOXOauMOCTH). bojeH ¢ poXKaeHus: TPUKIbI
IepeHec MHEBMOHUIO, YacTble OpOHXUTHI. OCMOTpP: COCTOSIHUE MallbUUKa TSDKEI0E€, HOHMKEHHOTO
MUTaHUs, KOKa OrenHasi, MaHO3 HOCOT'YOHOI'O TPEYrOJbHUKA, CUMITOMBI «YacCOBBIX CTEKOI» U
«bapabannbix namouexk». Y - 40 B 1 munyry, YCC - 98 ymapoB B MuH. I'pyaHas kierka
O0oukooOpa3Hasi, HaJ JIETKUMU C MEPKYTOPHbIH 3BYK C THUMIAHUYECKUM OTTEHKOM.
AyCKynbTaTUBHO: CIIpaBa JbIXaHUE 0CIa0JEeHO, ClIeBa - KECTKOE, Pa3HOKAIMOEpHbIE BIIAXKHBIE U
CyxHe XpuIbl, 6oible ciaeBa. TOHbBI cepala NpuriaymeHsl, putMuunblie. [ledens +6 cm. Cene3enka
He manernupyercs. CTyn OOWIIBHBIN, € KUPHBIM OJIECKOM, 3amMa3kooOpasHbi. B kinmHHMYecKOM
aHaJIn3e KPOBU - aHEMHMs], JIETKOM CTENEHHU, B KOIIPOrpaMMe - OOJIbIIOE KOJIMYECTBO HENTPaIbHOIO
xKupa. PeHTreHorpamma TIpyIHON KIETKHM: YCUJIEHUE U pe3Kas JBYXCTOPOHHsSA Aedopmarius
OpOHXOCOCY/IUCTOTO PHUCYHKA, NMPEUMYIIECTBEHHO B IPUKOPHEBBIX 30HAX, TI'yCTble (QHOpPO3HBIE
TsoKU. B o0nactu cpenHelt 101M cripaBa 3HaUUTEIbHOE OHWKEHUE MPO3PAUHOCTH.

1. ChopmynupyiiTe 1uario3 1aHHOMY OOJIbHOMY.

3angaua 37.

Manbuuk, 4 Mmecsna, oT 2-ii 6epeMeHHOCTH (TOKCHKO3 2-i monoBuHbI). PebeHok ot 1-it
OepeMeHHOCTH NOrub B pe3ysbTaTe KULICYHOW HENpPOXOAMMOCTH B Bo3pacte 3-x nHeil. Bropsie
poabl cpouHbIe, 03 ocnoxHeHui, Macca tena 2900 r, quHa 48 cM. 3a 1-i MecsIl )KU3HUA TPUOaBUIT
B Macce 230 r npu xopouemM ammerute. C 2 Mec. nepeBe/ieH Ha UCKYCCTBEHHOE BCKApMIIMBAHHE
cMechlo «Maibll», BBEIEH TBOPOr, B 3TO K€ BpeMs IMOSBUJICS CyXOil HaBA3UMBBIM Kalleib,
MPUHSABIIMKM 3aTeM NpUCTYnooOpa3Hblil xapakTep. Uepe3 2 Henenu Kaienab cTajl BiaxHbIM. Ha
pEHTTeHoTpaMMe: paclIMpeHue KopHell jerkux c¢ obeux ctopoH. Ocmorp: macca Tena 4650 r,
JUIMHA 58 CM; rOJIOBY HE JAEPKUT, IUIEUeBOH Mosic He (pukcupyer. YibplOaeTcs, IyIUT, y3HAEeT MaTh.
biieneH, KOXHBIM NMOKPOB CYXOH, JETKMH NEPUOPAIbHBIM IHMAHO3. [[0JKOKHBIN KMPOBOU CIION
OTCYTCTBYET Ha JKMBOTE U TIpyAH, UCTOHUYEH Ha Oeapax. Typrop Tkaned cHikeH. Ilymbc 144
yJI/MUH, pUTMUYHBIN, yIOBIETBOPUTEIILHOTO HAIOJHEHUS, TOHBI Ceplla MPUIIyLIEeHbl, KOPOTKUI
cucronuueckuil mym. Yactora npixanus 40 B 1 MUH, HaJ JETKUMH IPU NEPKYCCHH - TUMIIAHMT.
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Jbixanue xectkoe. JKMBOT yMEpeHHO B3IyT, E€UYEHb BBICTYNAET U3-10J pedepHOM nyru Ha 4 cM,
Kpall IUIOTHBIN; cene3eHKka He mnanpnupyercs. CTyn OOWIBHBIM, CBETJIbIM, C HEOPUSITHBIM
THUJIOCTHBIM 3aI1aXOM.

1.ITocTaBuTh 1 OOOCHOBATH TUATHO3.

3agaua 38.

Ha npueme y nenuarpa nesouka 3-x jet. Macca tena - 10 kxr, poct 87 cMm. PebeHok ot
MOJIOJIBIX 3J0POBBIX pojuTesed, 2-i OepemMeHHOCTH (Ha (hoHE aHEeMHH), CPOUYHBIX pojoB. B
roJIoBaJioM Bo3pacTe nepeHecia aHemuto, paxut, OPBU. C 2-ner peunauBUpPYIOUIUIl CUHYCHT,
3aJiepkka (PU3MUEcKOoro pa3BuTHUS, 3amopbl. J[BoroponHblii Opar (Bo3pact 1,5 roma) crpamaer
yHOpHOUW JucTpoduel, npuyrHa He ycTaHoBieHa. OcCMOTp: neBouka OJjeAHas, MOHHKEHHOTO
IIATAHUSI, KOXKHBIM TOKPOB CYXOW, TPELIMHBI B yIilaxX pTa, SI3bIK IPKAN, CyXOH, COCOYKH CIJIaKEeHBI,
3€B PBIXJBIM, CIM3UCTO-THOMHOE OTHAEIAEMOE Ha 3aqHed CTeHKe INOTKU. IloguemrocTHbie
auM(Ooy3npl  yBeIMYEHBl 10 pa3smepoB ¢aconu. ToHBI cepAla NPUIIIYIIEHbl, KOPOTKUI
cucronuueckuit mym. YJ[ 20 B 1 mMuH. Haj serkumMu nepkyTOpHbI 3BYK C TUMIIAHUYECKUM
OTTEHKOM, JIOKAJIbHOTO YKOPOUYEHUS HeT. JpIxaHue xecTkoe, XpuroB HeT. JKUBOT B3yT, YMEPEHHO
00JIe3HEHHBIN B PaBOM MoJpedepbe U 0KoJIo nynka. [ledens BricTymaeT u3-noj pedepHoil 1yru Ha
2,5 cMm, kpail poBHbIM, ocTpblii. Cumnrombl OptHepa, Kepa nonoxurenbHbl. Cene3eHka He
nanpnupyercs. ModeucnyckaHue He HU3MEHEHO. B KpoBu - aHeMMs, JIETKOM CTENEeHU, B
KOIpOrpaMMe - OOWJIME MBILIEYHbIX BOJIOKOH, HEWTPaJIbHOTO JKHUpA, JKUPHBIX KHUCIOT,
BHYTPUKJIETOYHOTO M BHEKJIETOUHOT'O Kpaxmasnia.

1. O kakoM 3a00JIeBaHUN MOKHO JIyMaTh B JAaHHOW CUTYyal[uu?

3angaua 39.

JleBouka 3-X JIeT MOCTyNuJIa B CTallMOHAp C kKaJlobaMM Ha KallleJb, 3aTPyJHEHHOE HOCOBOE
JbIXaHUE, YTOMIISIEMOCTb, KPAaTKOBpEMEHHbIE 00JIM B KMBOTE. DTH CHUMITOMBI OTMEUAINCh B
teueHue 3-4 mec. AHaMHE3: OT 1-if GepeMeHHOCTH, CPOUHBIX POJAOB ¢ Maccou Ttena 3150 r, auHon
51 cm. I'pynHoe BckapmimBanue 10 6 mec. C 2-x MmecsiueB 3a7epKka GU3NYECKOTO pa3BUTHS, 4
paza Oosienia OCTpOM MTHEBMOHHUEH, C POXKIACHUS OOMIIBHBIN CTYN, 2-3 pa3a B JieHb. JleBouka TIOX0
MIEPEHOCUT JKapy, CTAHOBUTCS BSUIOW, cTapaercsi npuiedb. PeOeHOK IJIOX0 ecT, HO ObIBaroT
SMU30/bl MOBBIIIEHHOTO anmneTuTa. OueHpb Jr0UT coneHoe. OCMOTp: MOHWKEHHOTO MUTAHUS, POCT
90 cm, macca Tema 11 xr. Koxka cyxas, cimm3ucras 000Jji0ouka Mmojoctu pra oOmemHass. Ompliika
skcniuparopHoro tuma, YJ[ 46 B 1 muH. llepkyropHo Haja JerkumMu KOpoOOYHBIN 3BYK C
YKOPOYEHHEM B HIKHUX OTJENax cieBa. J{pIxaHue jKecTKOoe, B HIKHUX OT/€aX BbICIYIINBAIOTCS
BJIQ)KHBIE MEJIKOMYy3bIpuaThle XpuIbl. JKUBOT MATKHUM, B3IyT, NpH Hajblanuud 0€300J1€3HEHHBIH.
[Teuens BoICTyMaeT U3-101 peOCPHOM Tyru HA 3 CM.

1. IlocTaBuTh 1 0OOCHOBATH JUATHO3.
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3anayga 40.

PebGenok 11 mec. moctynmuia B OTHENEHHE OCTPHIX KUIIEUHBIX HH(PEKIUN MOBTOPHO, C
*ano0aMu Ha OOWJIBHBINA 3JIOBOHHBIM CTYN 10 5-6 pa3 B CYTKH, PBOTY, OTKa3 OT €IIbl, KaKIY.
CxomHasi KIMHUKA TOCTYXWJIa TIOBOJAOM Juist 1-M rocruTanu3anuu, Korjga pedeHky Obiio 6 mec.
(moceBbI Kaja Ha MaTOreHHyto Quopy — oTpuuarenbHbie). [lo pekomenianuu neauarpa Mama rnocie
BBIIIMCKU U3 CTallMOHApa BO3JEp)KUBaJIach OT BBEICHMSI 3JJaKOBOTO MPUKOpPMA, KOTOPHIN BIIEpPBbIE
OBLIT TIPEeIIOKEeH peOeHKY 3a 3 HeeNN 10 TIEPBOM FOCTIMTAIM3AIMY B BUIE MAaHHOM Kamu. B pannon
pebeHka ¢ 7-Mu Mecs1eB ObUIM BBEACHBI T'peuHeBas U pucoBas kamu. B Bo3pacte 10 mecsieB mama
BHOBb BBeJla peOCHKY MaHHYI Kamry. OcMoTp: peOeHOK MOHM)KEHHOTO MUTaHMs, OJeaHbIN.
OnpenenstoTcsi CUMITOMBI KIIACCUYECKOTO PaxHTa, AKUBOT PE3KO B3AYT, Majblallus 3aTPyAHEHA U3-
3a OecrniokoiicTBa pedeHka. [leueHp BhICTYnaeT u3-1moj Kpast pedepHoit 1yru Ha 4 cM.

1. O kakoMm 3a00JIeBaHUN MOKHO JTyMaTh B JAaHHOW CUTYaI[1H.

3anaya 41.

JleBouka 7 wMecsmeB Ha npueme mnemuarpa. KamoObl: OTCYTCTBHME allleTUTa, IIoXas
npubaBka Macchl Teja, IUIAKCHUBOCTb, OOWJIBHBIM CTyn. AHamHe3: oT 2 OepemeHHoctd (1
OepeMEeHHOCTh - MeAabopT), oT 1 cpouHbIX poaoB, Macca npu poxaeHuu 3200 r. Ha rpymanom
BCKapMJIMBAaHUU 10 3 MeECSIEB, Jajiee MCKYCCTBEHHOE - aJanTupoBaHHbIMU cMmecsimu. C 5 mec.
BBEJICH 3JIaKOBBbIII IPUKOPM: MaHHasi, pUcoBasi, OBCSHAas Kaliu; ¢ 6 mec. - oBoiHoe miope. [locie
BBEJICHUS B PAllOH Kall y peOeHKa - OOWJIbHBIN, JIMIIKWUMA, 3JI0BOHHBIA cTyl. 3a 5 u 6 Mecsl
pebeHok npubaBui B macce He 6osiee S00 1. OcmoTp: cocTosiHue peOeHKa TsHKeNoe, Koxa OnenHas,
cyxasi, BOJIOCBl M HOI'TU JIOMKHE, Ha HOTTAX OeJible ISATHA, MOJKOXKHOXUPOBOHM CIOH U Typrop
TKaHEW CHIDKEHbI, MbIIIEYHasi TUIOTOHUSA. TOHBI cepjiia sSCHble, HA BEPXYIUKE CUCTOJUYECKHUI
IIyM, JbIXaHue ny3puwibHOe. JKHMBOT 3HAuuTENbHO yBedndeH B oObeme. CTyn OOMIIbHBIN,
TIEHUCTHIN, )KUPHBIN, 3TOBOHHBIN, O€3 CIIM3H U KPOBU.

1. O xakom 3a00JI€eBaHUH CIIETYeT AyMaTh, 0OOCHYHUTE OTBET.

3anaya 42.

JleBouka, 12 Mec., nocTynuia B KIMHUKY C jkajJo0aMu Ha OeCIIOKONWCTBO, MOTEPIO aIIETUTa,
CHIDKEHHME MAacchl Tejla, Pa3KWKEHHbIM cBeTIblid cTyn 3-4 pas3a B JeHb. JleBOUKa OT HEMOJIOJbIX
poautenei, ot 6-if 6epemenHoctu (1-s1 - Mez. abopT, 2-5-4 - BBIKUABIIIN), C YTPO30H MpepbIBaHUS,
TOKCHUKO30M, |-X CpOUHBIX poJI0B, ¢ Macco Tena 3200 r. 'pynHOoe BCKapMIIMBAHHUE 10 3 MECSLEB,
3aTeM UCKYCCTBEHHOE. B 5 Mec. BBeIeHO OBOIIIHOE IIOope, B 6 Mec. - MaHHasA, OBCSHAsl, TPEUYHEBas,
nmennyHas kamu. C 7 Mec. y IeBOYKH CTYN 5-7 pa3 B JI€Hb, IEHUCTHINA, CBETIIBIM, C HEMPUATHBIM
3alaxoM M KUPHBIM OJecKoM, Hayaia TepiaTb B Macce. JleBouka CTOUT MpH MOAJEPIKKE,
CaMOCTOSITENIbHO HE XOJUT, pa3fpaxuTesibHas, IakcuBas. OcMOTp: J€BOYKA PE3KO MOHMKEHHOTO
MUTaHUS, KUPOBOM CJION Ha TYJIOBHILE OTCYTCTBYET, Ha KOHEUHOCTSX €JIa00 BBIPAXKEH, TYprop
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TKaHel cHuxkeH. KoxHas ckilajka pacnpaBiisieTcss MEJIEHHO, BBIPaXKEHbl MPaMOPHOCTh U CYXOCTh
KOXH, HapylleHa NMUIMEHTalMs KOXHU Ha Tpyau U juue. Buaumble cnusucteie OiieqHbIE, CyXHE.
Cocouku si3pIKa CTIIAKEHBI, 3¢B 0€3 KaTapalbHBIX sABJICHUHN. 3yOnl 2/2, ¢ nedexramu smanu. [lynbce
134 yn/mun, putmuusblid. ToHbl cepana riayxue. CHCTONIMYECKUN AYIOUIUHN IIYM HaJ BEpXYIIKOU
cepaua. Hajg nerkumMu nepKyTOpHBIM 3BYK € TUMIAHUYECKMM OTTEHKOM. JlpIXxaHue >KecTKoe,
XpuroB HeT. JKUBOT pe3Ko B3/yT, YBEJIMUYEH B pa3zMmepe (3TO mpujaeT peOeHKY BHJ «IayKay), MpU
najbhaluy yMEpeHHO O0o0JIe3HEHHbIN BO Bcex oTnenax. [ledenn BbicTynaeT Ha 4,5 cM HIDKE Kpas
pebepHOI TyTH.

1. [TocTaBuTh 1 060CHOBATH TUATHO3.

3anaya 43.

Masnbuuk 13 et mocTynui ¢ IpUITYXJIOCTbIO M OO0JIbIO B JIEBOM KOJIEHHOM cycTaBe. Panee
BO3HUKAJIM OTCPOUEHHBIE KPOBOTEUEHUS MOCIIE SKCTPAKLIUU 3y00B, MOCIIE HE3HAYUTEIIbHBIX TPABM -
U3 CIU3UCTHIX JeceH, Hoca. W3 aHamHe3a: Opar Marepu ymep OT KPOBOTEUYEHHS BO BpEMs
omepanuu, y npajaeja 1o JUHUM MaTepu - 3aboseBaHus cycTaBoB. [Ipu mocTymieHuu cocTosiHuE
CpeIHEeH TSAKECTH, JIEBBbIM KOJIEHHBIN CYCTaB yBEJIMUEH B 00beMe, FOpsAYHil Ha OIyIlb, IBUKEHUS B
HEM OTrpaHWYEHBI U3-3a OoJsie3HEHHOCTH. ['emaToMa B oOnactu mpaBoro Oenpa. Jlerkue, cepaime 0e3
MaTOJIOTUH.

I. [locTaBbTe NpeBApUTENBHBIN IUArHO3.

3anaya 44.

B craumonap moctynuia ManbuuMk 3-X JIET € JKajioOaMu Ha TSKECTb U OOJIU B JIEBOM
noapedepre, yroMIIsIeMOCTb, JKEITYIIHOCTh KOXKHOTO TIOKPOBA, MOBBIIIEHUE TeMIIepaTypsl Tena. 13
aHamMHe3a: B IepUOJE  HOBOPOXKJIEHHOCTH  peOEHOK  IEpeHeC  KOHBIOTAIMOHHYIO
runepomiupyouHemuto. Ilpu  HUHTEpKYppeHTHBIX  3a00J€BaHUSAX  BO3HHMKAET  JKENTYLIHOE
OKpalllMBaHue KOXU U ckiep. OOBEKTUBHO: pEOECHOK BSUIbIM, KOXKHBIA MOKPOB M CIH3UCTHIE
000J104KM OJeIHbIE, UKTEPUYHbIE, BEIPAXKEHHAs renarocivieHoMeranus. baneHnsiil uepen, rina3sHoi
TUIEPTEIOPU3M, TeTEPOXPOMHUS PALYKKH, IIPOTHOTHSI, KpbUIOBUAHbBIE JlonaTKu. [lapakinuHuueckue
JAHHbIE: aHEMMsI, PETUKYJIOLUTO3, aHOMaJIbHass (JopMa SPUTPOLIMTOB C YMEHbILIEHUEM JHUaMeTpa,
CHIDKEHMEM OCMOTHMYECKOM PE3UCTEHTHOCTH SPUTPOLUTOB, OMIMPYOMHEMHS 3a CUET HEenpsMoi
bpaxuu.

1. TlocTtaBbTe 1 OOOCHYHTE JUATHO3.

3anaya 45.

JleBouka 3-X JIeT NOCTyNWja B CTAallMOHApP C JKajio0aMu Ha PE3Kyl claboCTh, UyBCTBO
TSYKECTH B JIEBOM MoJpedephbe, >KENTYIIHOCTh KOXKHOIO NOKpoBa. M3 aHaMmHe3a H3BECTHO, 4TO
pebeHok poawiics oT 2-i (pU3HO0IOrH4YecKol OepeMEHHOCTH, CPOUHBIX POJOB, ¢ Maccoil Tena 3100
r, mHou 50 cm. C 2,5 Mec. oTMe4YeHa NEPUOINYECKA BO3HUKAIOMIAS JKEITyXa Pa3IuIHON CTEIEHU
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BBIPAKEHHOCTH, HE CONPOBOKJAIOIIasiCsl 0OeCIIBEUMBAHUEM Kajla U M3MEHEHHEM ILIBeTa MOYH, a
TaK)Ke KOXKHBIM 3yJOM. Y MaTepu B aHaMHe3€ KeTYHOKaMEHHasi 00JIE3Hb C 3IU30JaMH JKEITYXH.
Panee neBouky He o6cnenoBanu. [Ipu ocMoTpe: cocTosiHME MPU NOCTYIIEHUH Tshkenoe. BoipaskeHsl
60mu B xuBoTE. KOXKHBINA MOKPOB OJI€AHBIN, XKENThIN, CKIIEpbl UKTEpUUHbIE. [leueHb BhICTynaeT u3-
o peGepHoM ayru Ha 3 cM, Kpail pOBHBIN, TJIAJIKUH, INIOTHOAIACTUYHBIA. Celle3eHKa BBICTYMAET
n3-moJl pedepHOil ayru Ha 7 cM, IUIOTHas, 0e300Je3HCHHAs MpU TMajbnanuu. Moda COJIOMEHHO-
xentoro 1Bera. CTyn odopMIIeHHBIM, KOopuyHeBOro mBera. OOpamaer Ha cebs BHUMaHUE
CeIJIOBUAHAS TEPEHOCHUIA, FOTHYECKOe HeOO, BBICOKOE CTOSHUE JIeCEH, Y3KHe 3yOHbIe IyTH.
Anamm3 kposu: Hb-88 /i, ap-2,1x10"%/m, 1.11.-0,8, L-16x10°/11, 3-1%, 6-1%, 1-3%, c-34%, 1-51%,
M-10%, COD-22 wmm/4, petukyiaomutel - 28%, wmukporuto3, 60% SpUTPOIUTOB HMEIOT
chepudeckyto Gopmy.

1. Bam npennosioxxutenbHblil AUarHo3?

3anaya 46.

Pebenoxk 2,5 nert, ot 2-it 6epeMeHHOCTH (C TOKCUKO30M 1-ii 10J1I0BUHBI, HeponaTuei Bo 2-i
MOJIOBUHE), CPOYHBIX poaoB, ¢ maccor 3400 r, mmuuoit 52 cm. Ilepumom HOBOPOKIECHHOCTH
IpoTeKall yaoBieTBopuTeNnbHO. Cuaut ¢ 7 mecsues, ctouT ¢ 11 MecsueB, XOIuT ¢ 2-X JIET.
CeMeliHbIil aHaAMHE3: pOAMUTENN MajbuMKa 3J0pOBBI, Marepu 23 roja, oriy 28 JeT, NepBbId
pebeHok 3mopoB. C 5,5 MecsmeB: YIJIOMICHUE MU OOJIBICEHWE 3aThUIKA, PAa3MATYCHUE KpacB
Oonbiioro poaHuuka. MMeromuecs H3MEHEHUS OLICHUBAJIUCH KaK IMPOSIBICHUS BUTaMUH D-
NeQUIIMTHOTO paxuTa, MPOBEJICHO JIEUEeHUE, HO B Bo3pacTe 1 rojna 9 MecsleB MOSBUIUCH BapyCHbIE
nedopmalum KOCTel, «yTHHas MTOX0IKa.

OcmoTtp: 3anepxka (PU3MUECKOTO pa3BUTHS, BapyCHbIE eOpMallMi HUKHUX KOHEYHOCTEH,
MBbIIlIEYHas] TUIOTOHMS, Kapuec 3y0oB. B aHanm3e KpoBM: yBelMYeHa AKTUBHOCTDH ILEJIOYHOM
docdaraspl, CHIDKEHO cojepkaHue Kaiblusa U Gocdopa. B aHanmze Mo4n: CHWKEHO COIECp)KaHHE
Kanpus, ¢Gocdopa. Pentrenorpadus TpyOuyaTbIX KOCTEH: CHCTEMHBIH OCTEONOpPO3, MeTa(pU3bI
paciiupeHbl, KOHTYPbI HEPOBHBIE; PACCIIOEHUE HAJKOCTHUYHOTO CIIOSL.

1. [TocTaBuTh 1 060CHOBATH JUATHO3.

3anaya 47.

Manbuuk 4-x jer, oT 1-ii 6epeMeHHOCTH, TPOTEKABLIEH C TOKCUKO30M, CPOYHBIX POJIOB, C
Mmaccoii rena 3300 r, uHo# 51 cM. Poc u pa3BuBaiics ynoBieTBopuTenbHO. 3yObl ¢ 8 mecsies. Ha
MIEPBOM O]y KU3HHU € MpoduIakTuIeckon 1enbto noiaydan ButraMul D. Xoaur ¢ 1 rosna 3 mecsies.
Bonbmoit poaanyok 3akpseIT ¢ 1 roga 6 mecsues. Yacto 6oneer OPBU. Cemelinbiii anamHe3: y oTHa
C JIeTCTBA BbIpa)ke€Ha BapycHasl Aedopmaliysi HIPKHUX KOHEYHOCTEH, HU3KOPOCIOCTh; MaTh 3/I0pOBa.
B 1 ron 3 mecsna y pebenka nosisuiach Aedopmanus rojened. [lomydan maccaxk, CoJieHbIE BaHHHI,
npenapaTthl Kanplusa. K KOHIy BTOpPOro roja >KHM3HM IIOXOJKa cCTaja «yTHHOW», BapycHas
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nedopmarus Hapactana. B Bo3pacte 3 et HampaBieH Ha KOHCYJIbTAUIO B HE(DPO-ypOIOTUUECKHI
ueHtp. OcMmoTp: xajnoObl Ha YTOMJISIEMOCTb, OOJM B HOrax W IIO3BOHOYHHKE IpU HArpyske.
[Toxonka «yrunas». Poct 87 cMm. Beipaxkena BapycHas nedopmaiius rojieHed u Oenep, MblleyHas
TUIIOTOHMS, «OpaciieTKu», peOepHbIE «UETKNY, YBEIMUYEHNE KOJIEHHBIX U TOJIEHOCTOIHBIX CYCTaBOB.
B knmHHMuYeckoM aHanmm3e KpOBHM M3MEHEHHH HeT. B OMOXMMHYECKOM aHaiHM3e KPOBH: YBEIMYCHA
aKTUBHOCTH ILEJIOYHOM (ocdarazpl. B OMOXMMHUYECKOM aHaNIM3€ MOYH: IOBBILIIEHO COJIEp’KaHUE
dochopa u kampums. Pentrenorpadusi TpyOuaThIX KOCTEW: OOIIHMII OCTEOTOpo3, BapycHas
nedopmarusi ToJieHeH, Oexep, pacmupeHue Metadu3oB, OoJibllle B MEIUATBHBIX OT/ICNAX,
CKJIEPO3UpOBaHUE THAPHU3O0B.
1. IlocTaBuTh 1 0OOCHOBATH JUATHO3.
3anaya 48.

B crammonap moctrymmia nmeBouka, 11 JeT, jkamoObl: OTPBDKKA «KHUCIBIM», OOJTU B
SNUTacTPHUM, TMOSABILIIONIMECS HATOWIAK, 4depe3 1,5-2 wyaca mocne enpl, HOYbK, KYNHPYIOTCA
npuemMoM nuinu. M3 anamuesa: y mambl peOeHKa si3BeHHasi 00JIe3Hb KeJlyJlKa, Y OTLa - FTacTpUT, y
0a0y1Kku - s3BeHHas 00JIe3Hb JBEHAALATUIIEPCTHON KHUILIKH. YUUTCS B TMMHA3UH, 3aHUMaercs 3
paza B Heleno xopeorpadueil, My3bIKOM, aHIVIMHCKUM s3bIkOM. [lo xapakrepy HHTpaBepT.
OObexkTHBHO: KoXka OsenHO-po3oBasi, uyuctas. [Ipu ocMoTpe >KHMBOTa: MpPU MOBEPXHOCTHON H
TYOOKOM MaNbIIaIliy MBIIICYHBIN Ae(aHc 1 O0JE3HEHHOCTD B SIMUTACTPUU U MIJIOPO YO IeHATLHON
obnactu, Takke OOJIe3HEHHOCTh B Touke [lexapaena u Meio-PoOcona. [leyenr He yBenuueHa,
6e30one3nenHas. Ilo ngpyrum opranam 0Oe3 mnarosnoruu. CTyn peryisipHbii, O(QOPMIIEHHBIH.
[lapaknuHuyecKkue JaHHbIE: B KPOBH, MOYE H3MEHEHUH HeT. I30(]aroracTpoayo/IeHOCKOMHUS:
CIIM3MUCTast 000JI0UKa MUIIEBO/IAa PO30Bast, KapAUs CMbIKaeTcsl. B xenynke MyTHas CiiM3b, CIIU3UCTAs
000J10YKa C 0YaroBOW TUIEpeMHUEH, B aHTPyME Ha CTEHKaX MHOKECTBCHHBIC pPa3HOKATHOEpPHBIE
BbIOyxaHus. Ciu3ucras 000J0YKa JYKOBUIIBI AYOJIEHYM - O4aroBO I'MIIEPEMUPOBAHA, OT€YHAs, HA
3anHel cTeHke si3BeHHbIH aedekt 0,8x0,6 cMm, OKpyrioil popMbl ¢ TUNIEPEMHUPOBAHHBIM BAJIUKOM,
JTHO MOKpbITO GpuOprHOM. bruoncuiinsiii Tect Ha HP-undexuio: nonoxxurenbHbii (++).

1. [locTaBpTe NpeaBapUTENbHBIN AUATHO3 U 0OOCHYHTE.

3anayga 49.

VY pebenka 7 neT pa3BUiICS NPUCTYN yIylibs Ha 4-i JleHb NMpeObIBaHUS B JIETHEM Jarepe,
pacrmoyio’)KeHHOM B JIeCHOW 30He. HakanyHe Oecmokowsna ToOJIOBHass 00Jib, KOXHBIN 3V,
nokauumBanue. V3 aHamMHe3a U3BECTHO, 4TO peOCHOK poawiics OT 1-if OepeMEeHHOCTH (TOKCHKO3,
aHTMHA - MaMa JIeYlWach aHTUOMOTHKAMU), pOJAbl B CPOK, Macca npu poxkaeHuu 3200 r, piuHa 52
cM. Ha nepBom roay *KU3HU - aTONMUYECKUN I€PMATUT, HA 2-3 TO/ly )KU3HU - MUILEBas ajuIeprus Ha
MPOJYKTHI: IIOKOJaJ, MalliHa, aneiabcuHbl. Jluera He cobmionanack. B Bo3pacre 6 jer BrnepBbie
MOSIBUJIOCH CIIE30TEUEHUE B Mae, JIETOM PUHUT U KOHBIOHKTUBUT, JI€UEHUE HE MOTydall, yKa3aHHbIE
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CUMIITOMBI TIPOXOJMJIM CaMOCTOSITENIbHO. Y 0aOymku OpoHXHaJbHAs acTMa, MaMa CTpajaeT
AK3EMOM.
1. O xakom 3a00JI€eBaHUM MOXHO JyMaTh B JJaHHOM cUTyaluu?
3anayga 50.

B otrnenenne MHTEHCHMBHOM TepanuM IMOCTYNHJ S-JIETHUA MajpyuK. AHamMHeE3: OT 2-U
O6epeMeHHOCTH (¢ Hepomartueii), 2-X CpOYHBIX poJIoB, ¢ Maccoit 4500 r, amuuoit 52 cM. Pebenok
gacto 6oseer OPBU. [locne mepenecenHoro crpecca (Hadan MmoceniaTh JETCKHM cal) B TEYCHHUE
nocieaHux 1,5 mecsieB oTMedanach ci1abocTh, BIIOCTh. PeOeHOK moxy/en, Hadaa MHOTO THUTh U
gacto MounThcs. Ha pone OPBU cocrosinne pebeHka pe3ko yXyAlIUIOCh, MOSBHIIACH TOIIHOTA,
pBOTa, 00JIM B )XKMBOTE, (PPYKTOBBIN 3amax U30 pTa, COHIMBOCTE. OCMOTpP: COCTOSTHUE TsDKENoe, 0e3
co3Hanus. Koxxapie u axuiuioBbl pediiekchl CHUXKEHBI. Koxka cyxas, UMEIOTCS CleAbl Pacdecos,
TYprop TKaHEed M TOHYC TJa3HBIX SOJIOK CHIDKCHBI, YEPThl JIMIA 3a0CTPEHBI, BBIPAKCHHAS
TUTNIepeMus KO B 00sactu mek u ckyiaoBbix ayr. YCC 140 ygapos B munyty, AJl 75/40 Mm pr.cT.
SA3b1k 00J107KeH OETBIM HaJIETOM. 3allax aleToHa B BBIABIXaeMOM Bo3ayxe. JKUBOT Mpu MajbHaluu
HampsDKEH, TEYeHb BBICTYNMAaeT Ha +2 cM u3-oj Kpas peOepHOM myru, OoJIe3HEHHas MPH
naneranui. Modencmyckanue oobunsHoe. B kpoBu: rimroko3a 28,0 MMOJIB/JI, B MOYE - alleTOH.

1. Ba npeanoioxkuTenbHblii AUarHo3?

11.1 9TAJIOHBI OTBETOB HA CUTYALIMOHHBIE 3AJTAUUN

[E—

. Cungpowm lllepemesckoro-Tepuepa.
. Cunapowm lllepemesckoro-Tepuepa.
. Cungpom Knaiindensrepa.

. Cungpowm Ilaray.

. Cunpom DnBap/ca.

. Cungpom JlayHa.

. Cungpom JlayHa.

. Bpox1eHHBII1 THIOTUPEO3.

O 00 N N W Bk~ W

. Bpox1eHHBII1 THIOTHUPEO3.

—
)

. [Imsopocrenos.

[E—
—

. Cunpom Anbrnopra.

—_—
[\

. Cuapom Anpropra.

—
(98]

. Cungpom Jlyu-bap.

—_—
N

. Cuagpom Mapdana.

—
W

. Cuagpom Mapdana.

—
o)

. AXoHporazusl.
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17.
18.

19.
20.
21.
22.
23.
24.
25.
26.

27.
28.
29.
30.
31.
32.
33.
34.
35.
36.

37.
38.
39.
40.

41

42.
43.
44.

45.

46

bosnesur Bunscona-KonoBasosa.

Cunnpom Paccena-Cunbepa. [IpenaranpHO-IOCTHATATIEHAS TUTIOTPO usL.
['mnoxpomHas aHeMus, CpEAHEN CTENEHU TSKECTH.
Cunnpom Kaprarenepa.

OEHWIKETOHYPHS.

OEHWIKETOHYPHS.

["amakTo3emus.

Myxkomnosncaxapuios.

I'mukorenos.

HenocraTtounocts caxapasbl.

lNanakro3emus, IlpenaTtanbHO-mOCTHAaTaNbHAs TUNOTPOGUSA. AHEMHsS THUIOXpPOMHas,
rUIOpereHepaTopHasi.

I'mukorenos, Tun I (6ose3ns ['upke). [loctHatanbHas runotpodust.

[lepBuuHas nakTa3zHas HEJOCTATOYHOCTb.

[NasmakTo3emus.

bonesns Tes-Cakca.

bonesns Tes-Cakca.

bone3np Humana-ITuka.

MyxkoBucun103, Jeroynas ¢popma.

MyxkoBucm103, KuieyHas hopma.

MykoBuCIIHI03, CMEIaHHas GopMa.

MykoBucuui03, cmemaHHas — ¢GopMma,  TKEIO€  TEYEHHE;  IPaBOCTOPOHHSS
cpeanenosieBas nHesMonus, JIH I, anemus, jierkoii cTeneHu.

MykoBucuui03, cmemanHas ¢popma. IloctHatanbHas runotpodus.

MyxkoBucuu103, KuiieyHas ¢popma. 'unorpodus. AHeMus Jerkoi CTENEeHH.
MykoBuCIIHI03, CMEIaHHas GopMa.

Henuakus, TunuyHas popma, nepuo]i KIMHUYECKONH MaHU(PECTALIUH.

. Henunaxus, TunuyHas popma, nepuoi KIMHUYECKOH MaHU(pECTalUH.

Henuakwus, Tunuanas Gopma, mepuo1 KIMHUIeCKor ManudecTanuu. [ umorpodus.
I'emoumnms.

Cdepouurapnas remonuruueckas anemust MunkoBckoro-lloddapa. I'emomutnueckuii
KpH3.

Coepounrapnas remonutuyeckas anemuss Munkosckoro-Ilogdapa. I'emonutnueckuii
KpH3.

. Butamnn D-3aBucumbIil paxur.
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1)

2)

3)

4)

5)

6)

7)

8)

9)

47. ®ocdar-nuadbet (BUTaMUH D-pe3rCTEHTHBIN paxuT).

48. SI3BeHHast 0OJIe3Hb JIBEHAAUATHUIEPCTHOM KUIIKM, oOoctpenue, H. pylori -
acCOIMMPOBAHHAs!, HEOCIOKHEHHAS.

49. bpouxuanpHas actMma. [IpucTynHslii nepuo.

50. Caxapnsiii quader I Tumna, runepriamkeMudeckasl Koma.

12.9TAJIOHBI OTBETOB HA TECTOBbBIE 3AJIAHUA
OTBeThl Ha TECTOBbIE 331aHUs «BBeeHNe B METUIIUHCKYIO T€HETUKY
1-2. 2-1. 3-3. 4-1. 5-4. 6-2. 7-3. 8-1. 9-2.
OTBeThl Ha TECTOBbIE 334aHUA 110 TeMe «CeMHOTHKA HACIeICTBEHHOM MaToJIOT UK
1-1. 2-2. 3-2. 4-2. 5-5.
OTBeThI Ha TECTOBBIE 33aHU 110 TeMe «MeToabl U3yUeHHUs HaclIeZICTBEHHOCTH YEJIOBEKa
1-3. 2-3. 3-4. 4-4. 5-3. 6-6. 7-4. 8-3. 9-3. 10-3. 11-4. 12-3. 13-4. 14-2.
OTBeThl Ha TECTOBbIE 33aHUA 110 TeMe «BpoxkaeHHbIe TOPOKU Pa3BUTHUS»
1-2. 2-3. 3-1. 4-4. 5-1. 6-4. 7-5. 8-4. 9-2. 10-1.
OTBeThI Ha TECTOBBIE 33JaHUA 10 TEME «XPOMOCOMHbBIE CUHAPOMBI»
1-3. 2-2. 3-5. 4-3. 5-1. 6-3. 7-2. 8-4. 9-2. 10-3.
OtBeThl Ha TecToBble 3amaHus 1no teme «HacneacTBeHHble 00JIE3HH C HMPOTPEAUEHTHBIM
TEYEHHEM»
1-3.2-2.3-5. 4-4. 5-3. 6-3. 7-2. 8-3. 9-2. 10-3.
OTBeThl Ha TecTOBbIE 33aHus 10 TeMe «HacnencTBennble 00sie3HU 0OMEHA BELIECTB
1-1. 2-4. 3-5. 4-3. 5-1. 6-3. 7-2.
OTBeThl Ha 3aaHKs 110 TeMe «boJIe3HN ¢ HAaCIeICTBEHHBIM MPEAPACIIONOKEHUEM
1-3.2-4.3-3.4-4. 5-3. 6-2. 7-4. 8-2. 9-2. 10-3.
OtBerpl Ha 3amaHus nmo Teme «lIpoduiakTuka HacieICTBEHHBIX OoJe3Hel. Meauko-

IFCHCTUYCCKOC KOHCYJIbTHUPOBAHUCH

1-3.2-3.3-2.4-2. 5-3. 6-1. 7-1. 8-3.9-1. 10-3

10) OtBetsl Ha 3agaHus N0 Teme «[[pUHLMIIBI JIedeHHs HAacIeICTBEHHOM MaToI0r I

1-1. 2-2. 3-2. 4-4. 5-2. 6-1. 7-4. 8 -3. 9-5. 10-3.
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1IPHJIOKEHUE 1
KAPTA ®EHOTHUIIA

OUO BO3pACT Macca poct

TEJIOCJIOXKEHUE

-0€3 OTKJIOHEHU OT HOpMaJIbHBIX 3HAUEHUH I JAHHON BO3PACTHOM IPYIIIbI U 0JIa;

-aHOMaJIbHO BBICOKUHN (HU3KHIT) pocT, reMuarpodus, reMurunepTpopusi, FeMUMHKPOCOMHMSI,
Opaxu- ¥ JOJUXOMOP(HUSL, AUCIPONOPLHUOHAIBHOE TEJIOCIOKEHUE, MAKPOCOMHUS, MBIIIEYHBINA THII
CIIOKEHHMSI, 0)KMPEHHUE U JIP.

KOXA, [IOAKOXHAS KIIETYHATKA

-0e3 U3MEHEHHH;

-nidy3Hble U3MEHEHHsSI - CYXOCTb, HXTHO3, B5K3€Ma, MpPaMOpPHOCTb, (OTOAEpPMATO3,
HMCTOHYEHHE KOXKHM, KOXKa IUIOTHAs, TMIEp- WM TUIO037IacTUYHAs, HWCYE3HOBEHHE I10JIKOKHOTO
KUPOBOTO CJIOS U JIp. ;

-OYaroBble H3MEHEHMsI - Y4YacTKM Tunoriasuu (arpoduu), runepkeparos, CTpPHH,
aHOMaJIbHbIE PYOILIbl, BAABJICHUS U JP.;

-HapyLIEHUs MUTMEHTAaluu KOXHU (Iucxpomuu) - auddy3Hoe (0UaroBoe) yMEHbILIECHUE
(ycuieHue) NUrMeHTaluu, HEBYC, ISITHA LBETA “KOo(e ¢ MOJIOKOM™, BUTHJIUTO U Jp.;

-COCYJIUCTBIE U3BMEHEHHUS KOXKH - IETEXUHU, TEMaHIHMOMBI U Jp.;

-OITyXOJIEBUIHbIE 00pa30BaHus - OOPOJABKH, KCAHTOMBI, HEUPOUOPOMBI | JIp.;

-IIOTOBBIE XKEJE3bl - TUIEP- U TUIIOTUAPO3, aHTUIPO3 U JP.;

BOJIOCBI

-0e3 U3MEHEHHII;
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-TOHKHE, TpyOble, JIOMKHE, KypuaBble, THUIEpP- WU THUIOTPHUXO3, ajomenus (ToTajlbHasi,
04aroBasi), BEICOKAsl MJIM HU3Kas JIMHUS POCTa BOJIOC Ha JIOY, TOJIMO3 U Jp.;

HOI'TH

-0e3 U3MEHEHHH;

-TOHKHE, THIOIIJIACTUYHBIC, BBITTYKJIbIC, O0OpO314aThie, YTOJIIEHHBIEC U JIp.;

MBIIIEYHASI CUCTEMA

-0e3 U3MEHEHH;

-atpodus, runotpodus, runepTpodus, mceBaOrunepTpodrs, TUNOTUIA3US U JP.;

MO3TOBOW YEPEIT

(hopma ToJIOBBI OKPY>KHOCTbH T'OJIOBBI TOJIOBHOM MHJEKC

-0e3 U3MEHEHHII;

-akporedanus, Opaxunedanus (rosoBHoi wHAEKC 81,0 (11 HOBOpPOXIEHHBIX - 83) U
BhIIE), mosmxoredanus (TroJOBHOW WMHIAEKC MEXIy 55 u 76 (misi HOBOPOXXKACHHBIX - 0 78)),
ruaponedanus, Makpouedanus, Mukporedanus, miarnnedanus, naxumnedanus, riarnonedanus,
ckadomedanusi, TeMEHHbIE OYIpbl, BBICTYMAIONIMN 3aTBUIOYHBIM OYyrop, IUIOCKHH 3aTBUIOK,
neQeKThl B KOCTSX uepena u JIp.;

JINLO

-0e3 U3MEHEHHH;

-IJIOCKOE, OBAJIbHOE, JJIMHHOE, KPYIJIoe, KBaApaTHOE, TPEYTOJIbHOE, Y3KOE, aCHMMETPUYHOE,

99 ¢

CTapuecKoe, rPOTECKHOE, aAMUMHUYHOE, “NTHYhE”, “‘CBUCTSAIIEE” Ap.;
JIOb
-0e3 U3MEHEHHII;

- BBIITYKJIbIM, BBICOKMH, TOKATBINA, IIUPOKHUM, Y3KHM, CKOIUEHHBIN U JIp.;

YHIIHBIE PAKOBUHBI
IIPOJIOJIBHBIN pazMep MIONIEPEYHBIN pa3mep
pacroyoKeHue nepopmanuu

-0e3 U3MEHEHHH;

-6OJ'IBIHI/IC, MAaJICHbBKUEC, )Ie(i)OpMI/IpOBaHHI)IG, THUITOIINIaCTUYHBIC, BBICTyrIaIOHll/Ie, HU3KO- UJIIN
BBICOKOpaCHOJ'IO)KCHHBIC, pOTI/IpOBaHHBIC K3aau, C Hel[OpaSBI/ITI/IeM pr[HIefI, C aHOMaJIuAMHU
3aBUTKA, HpOTI/IBO?)aBI/ITKa, KO3€JIKa, C HpHpOCHII/IMI/I MOYKaMHu, C aHOMaJIUsIMHN pa3MCpOB MOYKH, C
NIpeaypUKyIAPHBIMUA BBIPOCTAMU U IP.;

OBJIACTb I'JTIA3, BEKU, PECHUIIBI, BPOBU

paccTosgHuEe MEXIY HapyKHBIMU YIJIaMH TJ1a3

paccTosgHuEe MEXy BHYTPEHHUMH YIJIaMH TJ1a3

pacCcTOSIHHE MEX Ty 3padyKaMu
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XapakTep riaa3Hoil 1enu, TJa3HbIX A0JI0K, BEeK, PECHHULL, OpoBeil, HATOPOBHBIX JIyT

-0e3 U3MEHEHHII;

-rurnep- (MHJIEKC MEeKOPOUTAIbHON OKPYKHOCTHU MPEBBIIIAET 6,8) U TUIIOTENOPU3M (MHIEKC
MEXKOPOUTAILHON OKPYKHOCTH COOTBETCTBYeT 3,8 M HIDKE) TJia3, MOHTOJIOMJTHBIC WIIN
AHTUMOHIOJIOMJIHBIE TJIa3HbIE IIENH, 3K30(QTalbM, 3HO(TANbM, MUKpPOPTAIbM, MakpodTaibMm,
KpUNTO(TAIbM, [ITO3, IKTPOIUOH, SMUKAHT, TEJIEKAHT, KaTapaKkTa, ToJyOble CKIIEpbl, FETEPOXPOMUS
pasyXHbIX 000JI0UEK, KOPIKTOIUS, OJIUKOPHUS, CAHO(DPU3, TOTUTPUXUS, TUCTUXUA3 U JP.;

HOC

JUIMHA HOCa IIMpUHA HOCA

-0e3 U3MEHEHHH;

-MaJIeHbKHUH (0OJIBIION), KOPOTKUM (AJTMHHBIN), IIUPOKUH (Y3KHI1), CEUIOBUIHBIN, MJIOCKHM,
B3JICPHYTBIM, TPYILIEBUIHbIM, KIOBOBHJHBIM, IIAPOBUJIHBINA, C pPAa3JBOCHHBIM KOHYHMKOM, C
BBIBEPHYTBIMU HO3JPSIMU, C TUIIOTUIa3UEN KPBUIbEB U JP.;

OUJIBTP

JUIMHA (QUIbTpa

-0e3 U3MEHEHHH;

-T1yOOKUH (MJI0CKUIT), KOPOTKUM (ITTMHHBIN), LIUPOKUNA U Ap.;

I'VBbI, ITIOJIOCTD PTA, HEBO, A3bIK, 3YBbI

LIMpUHA pTa

XapakTep U3MEHEHHH I'y0, MOJIOCTU pTa, MATKOTO U TBEPIOro HEOa, A3bIKA, Y3[EUKH fA3bIKa,
3y00B, TIpHKyca

-0e3 U3MEHEHHH;

-MHUKpPO- U MaKpOCTOMHUSI, POT OTKPBITHIH, BHaJIblil, r'yObl TOHKHE (TOJCTHIE), T'y0a OTBUCHAS,
BBIBEpHYTasi, MOJHAs, MPUIOJIHATAs, W30THYTAasl, B3JEpHYyTas; HEOO y3KOe, LIUPOKOE, BBICOKOE,
apKOBHUJ/IHOE, KOPOTKOE; XEWJIOCXM3, NaJlaTOCXU3, XEHJIOManaToCXu3, OJUIo- U TUIOJIOHTHUSA,
MIPEKIEBPEMEHHOE TPOPE3bIBAHKE 3YOOB, 3a/IepKKa B IPOPE3bIBAHNU 3y00B, BBICTYMAIOIIHNE PE3LIbI,
OTKPBITBIA TIPUKYC (HEBO3MOHOCTH TOJHOCTHIO COMKHYTH 3YOBbI), TJIYOOKHH TPHUKYC (HIKHHE
(bpoHTanbHbIE 3YObl 3aXOJAT BBICOKO 33 BEPXHME), MUKpPOTHATHS (MeJIKasi BEPXHSS YENIOCTh),
MakpoJeHTUs  (CIMIIKOM  KpYIHBIE  LIEHTpPaJbHbIE  BEpPXHHE  pe3lbl),  MHKPOICHTHUS
(HEPOMOPITMOHATILHO MEJKHEe 3YyObl), aneHTUs (BPOXXKIEHHOE OTCYTCTBUE 3y0OoB), "pwiOumii 3y0"
(KJIBIK TTOXO0X Ha pe3ell), AuacreMa, AUCIUIA3us SMallM, paHHUM Kapuec; Makpo- U MUKPOTJIOCCHUS,
AQHKUJIOTJIOCCHS, TII0CCONTO3, JOOYIISILMS SI3bIKa, IUPOKUI aJIbBEOJIIPHBIA OTPOCTOK U JIP.;

BEPXHAA N1 HUXKXHAA YEJIIOCTU

XapaKTep U3MEHEHHI BEPXHEN U HUKHEH YEJF0CTEN

-0e3 U3MEHEHHII;
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-MHUKPOTHATHsI, pETPOTHATHS, MUKPOT€HHUS, TPOTHATU3M U JIp.

LIES, [UIEYEBOM ITOSIC

XapakTep U3MEHEHUH IIeH, MIeYeBOro nosica

-0e3 U3MEHEHHII;

-11es - IJIMHHAs (KOPOTKast), IEHHbIN NTepUruyM, KpUBOLIes U Jp.;

-TJIEYH - y3KHUE, MOKaThle U JIp.;

-KJIFOUHMILIBI - TUIIOIIa3us U JIp.;

I'PYAHAS KIIETKA

XapaKkTep U3MEHEHUM IPyJHOMN KIETKH

OKPY>KHOCTb TPYJTHOM KJIETKH

-TpyIHas KJIeTKa - y3Kas (IIupoKas), KOpoTKas (AJIMHHAs), O0YKOOOpa3Hasi, IMUTOBHIHAS,
BOPOHKOOOpa3Has, KWIEBHJAHAsA, a- WIK MUKpOKcHUpouaus (OTCYTCTBUE WM MaJIeHbKHM
MEYEBHUAHBIN OTPOCTOK), ACUMMETPHSI TPYAHOMN KIIETKH U JIp.;

-pebpa - KOpoTKHEe, aHOMaINH Ynciia (106aBo4YHbIE), (GOPMBI U Ip.;

MOJIOYHBIE XKEJIE3bI

-0e3 u3MeHeHU

-TUINIEPTENIOPU3M COCKOB, TUTIOTEJIOPU3M, aTelns, OJUTENUs U Jp.;

JIOITATKMU - BeIcTynaromue, KpbUIOBUAHBIC U IP.;

[TO3BOHOYHUK

XapakTep U3MEHEHUH, T03BOHOYHUKA

-Ku(03, CKOIMO3, KU(POCKOIUO3, JIOPJ03, OTpaHMYEHHAs MOJBMKHOCTbh [O3BOHOYHHKA,
mroMmOanu3anus, cakpanu3anusi, spina bifida u ap.

OBJIACTD )KUBOTA

XapaKTepUCTHKa 00JIaCTH KHUBOTA, OKPYKHOCTH KUBOTA

-MacTa3, TUIO- WIM arla3us MBIIL MepeaHel OpIONIHONW CTEHKH, PacloyIokKEHHE IYyIKa,
BPO’KJICHHbIE I'PbDKHU (O€I01 JTMHUM KUBOTA, IAXOBbIE, OEIpEHHbIE) U JIp.;

HAPYXXHBIE TTOJIOBBIE OPT"’AHBI

XapaKTEepUCTUKA HAPYKHBIX IIOJIOBBIX OPraHOB

-TUMIOTOHA/IU3M, KPUNTOPXU3M, AaHOPXU3M, MOHOPXH3M, MaKpOOpXU3M, IlIajeBUIHAS
MOILIOHKA, TUNepTpodusi KIUTOpPA, TUMOIIa3us MajiblX MOJOBBIX T'y0, HEJOpa3BUTHE OOJIBLINX
MIOJIOBBIX T'Y0, HE3apallleHHe IaX0BOTo KaHaia U Jp.;

BEPXHUWE N HWJKHUE KOHEYHOCTHU

JUIMHA BEpXHEM M HWXKHEH KOHEYHOCTH, JJIMHA IUIeya, MpeaIieubs, KUCTH, JaJI0OHH,
CpEIHEro najbla KUCTH, JUIMHA Oepa, TOJIeHH, CTOIbI, OOJIBLIOrO Maliblia CTOIbI, XapaKTePUCTHKA
CyCTaBOB
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-0e3 U3MEHEHHH;

-I0JIUXOCTEHOMEINNsA, Opaxu- W J0oJIMXOMeNus, (OKOMENus, CUMITOM Tpe3youa,
cCaHJajJeBUAHAs IIelb Mexay | u 2  manbllaMu CTONbl, OpaxUJaKTUIIUS, apaXHOIAKTHIINSA,
M30JaKTHIINS, KAMITTOAKTUIINS, KIMHOJAKTHIINS U Jp.

3AKIIIOYEHUE - BelzenuTh OCHOBHBIE NIpHU3HAKU  JUCMOpGOreHe3a,  CTUTMBbI
IUcAMOpHUOreHe3a, X 3HaYUMOCTbh U 00llee KOJIMYECTBO, MPEINOJIOKUTh HaJIWYhe y O0JBHOIrO
HACJIEICTBEHHOTO 3aboseBaHus (1o (PEHOTHUNMYECKUM MpHU3HAKaM), IAaTOJIOTMH BHYTPEHHHUX
OpraHOB U COCTaBUTh MPHUOIM3UTENbHBIN IUIaH 00cCieqoBaHMsI OOJIBHOTO C LIEJbI0 MOCTAHOBKU

OKOHYATCJIbHOI'O JHAarHo3a.

IIPUJIOJKEHUE 2
HACJIEACTBEHHBIE BOJIE3HU (MEXXKIYHAPOAHAS CTATUCTUYECKASA
KJIACCUDUKALIMS BOJIE3HEM U ITPOBJIEM, CBS3AHHBIX CO 3JIOPOBBEM,
JIECSTBII IIEPECMOTP)
Hapymenuns oomena Bemects, kiace 1V, (E70-E90).
E70 Hapymenust oOMeHa apOMaTH4YeCKHMX AaMHUHOKHCJIOT
E70.0 Knaccuueckas peHuIKeToHypust
E70.1 Jpyrue Buapbl runeppeHniaTaHUHEMUH
E70.2 Hapymenus odMeHa THpO3UHA
E70.3 AnpOunuzm
E70.8 [lpyrue napymienus oOMeHa apoOMaTHUY€CKMX aMHUHOKHUCIIOT
E70.9 Hapymenus oOMeHa apoMaTHYECKUX aMUHOKHUCIOT HEYTOUHCHHBIC
E71 HapyumeHnusi 00MeHa aMUHOKHMCJIOT € Pa3BeTBJICHHOH Lenbio 1 00MeHa
JKUPHBIX KHCJIOT
E72 [Ipyrue HapyueHusi 00MeHa aMHUHOKHUCJIOT
E72.0 Hapymenus TpancropTa aMUHOKHCIIOT (LIMCTUHO3, IUCTHHYPHSI, CAHAPOM
®ankonu (-1e Tonn) (-edpe), 6one3np Xaprrama, Cunapom Jloy)
E72.8 Jlpyrue yrouHeHHbIC HApYIICHUS 0OMEHA aMUHOKUCIIOT
E72.9 Hapymenus oOMeHa aMUHOKHCIOT HEYTOUYHEHHBIS
E73 HenepeHocHMOCTH JIAKTO3bI
E73.0 BpoxneHHas HEAOCTaTOYHOCTh JIaKTa3bl
E73.1 BropuuHas HEAOCTATOUYHOCTD JIAKTA3bI
E73.8 JIpyrue Buabl HEIEPEHOCUMOCTH JIAKTO3bI
E73.9 HenepeHOCMMOCTH JIaKTO3bI HEYTOUHEHHAS
E74 [Ipyrue nHapyuieHusi 00MeHa yrJjieBoJ0B
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E74.0 Boiie3nn HakoIUIEHHS TJIMKOT€Ha (CEpACYHBIN TIMKOreHO3, 00je3HH AHAEpCeHa,
Kopu, ®opbca, I'epca, Mak-Apana, [lomme, Taypu, ['mpke, HemocTarodHOCTH (ochopuiasbl
MIEYEHH)

E74.1 Hapymenus ooMeHa GpyKTo3bl

E74.2 Hapyuienus oOMeHa rajiakto3bl (rajJlakTo3eMus )

E74.3 Jlpyrue HapyiieHusi BCaCbIBaHUS yII€BOJOB B KUIIICYHUKE

E74.4 Hapymenus oOMeHa nupyBaTa U IJIMKOHEOreHe3a

E74.8 Jlpyrue yrouHeHHble HapylIeHUs 0OMEHa yrieBo10B

E74.9 Hapymenue oOMeHa yriieBoJ0B HEYTOUYHEHHOE

E75 Hapymenusi o0MeHa cpUHIoJIMNIMI0B U Apyrue 00/1e3HN HAKOIJICHUSI TUITHI0B

E75.0 T'anrnmo3unos- GM , (6one3ns Cenaxodda, Tes-Cakca)

E75.1 [pyrue ranrano3ugo3bl

E75.2 Jlpyrue cdunromunumo3sl (6onesnp ®abpu (-Anmepcon), [ayuepa, Kpaboe,
Humana-ITuka, Cunapom dabepa, metaxpoMarudeckast JIEHKOIUCTPODUS)

E75.3 Cdunronunumo3 HeyTOUHEHHbIN

E75.4 Jlunodycuuno3 HeiipoHoB (6one3np barrena, bumbimosckoro - SHckoro, Kydcea,
[munemeiiepa - Porra)

E75.6 boiie3Hb HaKOIJICHUS JIUIINI0B HEYTOUHEHHAs

E76 Hapymenusi o0MeHa rNIMKO3aMHHOIJIUKAHOB

E76.0 Myxkononucaxapuno3, tutn I (cunnpomsl ['ypiep, I'ypnep-1lieiie, ‘Hleﬁe)

E76.1 Mykononucaxapunos, tui Il (cuaapom ['ynrepa)

E76.2 Jlpyrue Mmykomoymcaxapumao3bl

E76.3 Myxkononucaxapuao3 HEYTOUHEHHBIN

E76.8 Jlpyrue napymienusi oOMeHa TJIFOKO3aMHHOTIMKAHOB

E76.9 Hapymenne oOMeHa riIr0KO3aMHUHOTIIMKAHOB HEYTOYHEHHOE

E77 HapyumeHus o00MeHa IJIMKONPOTEMHOB

E77.0 dedexTsl mOCTTpaHCIALMOHHON MOIU(UKALUYU JIU30COMHBIX (DEPMEHTOB

E77.1 JledexTs nerpaganuu rauKONpOTEUI0B

E77.8 Jlpyrue napymieHus oOMeHa TIIUKOTPOTEUIOB

E77.9 Hapyuienus oOMeHa INIMKONPOTEU0B HEYTOUYHEHHbIE

E78 HapymeHnusi o00MeHa JIUIONPOTEHAOB U Apyrue JUIHAeMHHU

E78.0 Ywucras runepxosieCTepuHEMHUS

E78.1 Yucras runepriavuepuiaeMus

E78.2 CwmemanHasi runepaunuaeMust

E78.3 T'mnepxuioMuKkpoHEMUs
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E78.4 Jlpyrue runepiunuaeMun

E78.5 Tunepnunuaemuss HEyTOUYHEHHAs

E78.6 HepocTaToyHOCTH JIMIIONPOTEUOB

E78.8 Jlpyrue napymienus oOMeHa JTUMONPOTEUIOB

E78.9 Hapymenus oOMeHa TUNIONPOTEN0B HEYTOUHEHHBIE

E79 HapyumeHnusi 00MeHa IyPUHOB M NMPUMHINHOB

E79.0 Tunepypukemus

E79.1 Cungpowm Jlema-Huxena

E79.8 Jlpyrue napymenus oOMeHa MypuHOB U MUPUMHUIMHOB

E79.9 Hapymenne mypiHOBOTO U MMPUMHUINHOBOTO OOMEHA HEYTOYHEHHOE

E80 Hapymenus odomena nopgupuHa u ouaupyonHa

E80.0 HacnencrBeHHasi 3puTponosTHUECKasi MOppupus

E80.1 Ilopdupus koxxHas MeaneHHas

E80.2 Jlpyrue noppupuu

E80.3 JledexTsl kaTana3bl U NEPOKCUIA3BI

E80.4 Cungpom Xunsbepta

E80.5 Cunapom Kpurnepa-Haiispa

E80.6 [lpyrue napymenus oomeHa omnupyornna

E80.7 Hapymenue ooMeHa ounupyOorHa HEyTOUYHEHHOE

E83 HapyumeHusi MUHepaJIbHOI0 00MeHa

E83.0 Hapymenus oOmena meau (6osie3ar Menkeca, Bunbcona)

E83.1 Hapymenus oOMena xxenesa (reMoxXpomaros)

E83.2 Hapymenus oOMeHa uHKa (3HTEPONAaTUYECKUM aKpoJepMaTHUT)

E83.3 Hapymenus obmena docdopa (Hemoctatounocts Kucioit (ocdarasel, cemeinHas
runodocdaremus, runodocdarasusi, BATAMUH-/[-pE3UCTEHTHBINA PaxuT)

E83.4 Hapymenus oomeHa Maraus

E83.5 Hapymenus oOMeHa KanbIus

E83.8 Jlpyrue HapymieHuss MUHEpaIbHOTO OOMEHA

E83.9 Hapymenne MmunepaibHOT0 0OMeHa HEYyTOUYHEHHOE

E84 Kucrto3ublii pudpo3

E84.0 Kucro3uslii prubpo3 ¢ IerouHbIMH MPOSBICHUSIMU

E84.1 Kucro3uslii prubpo3 ¢ KULIEYHBIMU MPOSIBICHUSIMHU

E84.8 Kucro3uslii prubpo3 ¢ ApyrumMu nposiBICHUSIMH WM KOMOUHUPOBAHHBII

E84.9 Kucro3usiii prubpo3 HeyTOUHEHHBII

E8S Ammuinounpnos
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E85.0 HacnenctBeHHbll ceMeHbINM aMUIOn 03 0€3 HEBPOIIATUU

E85.1 HeBpoTtnueckuil HaCleICTBEHHBIM CEMENHBINA aMUJIONI03

E85.2 HacnencTtBeHHbIN CEMEWHBIN aMUAJION103 HEYTOUYHEHHBIN

E85.8 Jlpyrue ¢popMbl aMmuionio3a

E85.9 Amunono3 HeyTrOYHEHHBIN

Bpo:xkaennole aHoMaquu [mopoku pasButusi|, aedpopmamum M XPOMOCOMHBbIE
HapymeHnus, kjaacc XVII, (Q00-Q89).

Q00-Q07 BpoxkneHHble aHOMAJIMU [[IOPOKHU Pa3BUTHSA| HEPBHOI CHCTEMBbI

Q00 AmndHuedanus u mog00HbIE TOPOKH Pa3BUTHS

Q01 Dumedanomnene

Q02 Muxkpouedanus

Q03 Bpoxxaennas runporedanus

Q04 pyrue BpOXKIEHHBIC aHOMAJIUW [ITIOPOKH Pa3BUTHsI| MO3ra

Q05 Spina bifida [HenosHOE 3aKpHITHE TO3BOHOYHOTO KaHasa]

Q06 dpyrue BpOXKIEeHHBIC aHOMAJIUX [ITIOPOKH PA3BUTHSI| CHUHHOTO MO3Ta

Q07 Hdpyrue BpOXKJIEeHHBIC AHOMAJIUW [TTOPOKU PA3BUTHS | HEPBHOU CUCTEMBI

Q10-Q18 Bpo:kaeHHble IOPOKHU PA3BUTHS 171432, yXa, JULA U IeH

Q10 BpoxneHHble aHOMAJIUU BEKa, CJIE3HOTO anmapara U IJIa3HULIbI

Q11 Amnodransm, MUKpOdTAIBM U MAaKpOPTAIHEM

Q12 BpoxxaeHHbIC aHOMAINH [[IOPOKU PA3BUTHUS | XPYCTAIHKA

Q13 BpoxaeHHble aHOMAJINU [IOPOKH pa3BUTHs| IEPETHETO CETMEHTA Iias3a

Q14 BpoxneHHble aHOMAJINU [TIOPOKH Pa3BUTHs| 3a]JHETO CETMEHTA Iia3a

Q15 [pyrue BpoXKIeHHBIC aHOMAJIUW [ITOPOKH Pa3BUTHS| T1a3a

Q16 BpoxaeHHble aHOMAINH yXa, BBI3BIBAIOIINE HAPYIIICHUE CITyXa

Q17 [pyrue Bpok/I€HHbIE aHOMAJIUU [IOPOKH Pa3BUTHS| yXa

QI8 pyrue BpoXKIeHHBIC aHOMAJIUY [ITOPOKH PA3BUTHS| JIMIIA U IIEU

Q20-Q28 Bpo:xkaeHHble IOPOKHU PAa3BUTHUS CHCTEMbI KPOBOOOpaIIeHUsI

Q20 BpoxaeHHbIE AHOMAJIUU CEPJICYHBIX KaMep U COCTUHEHUM

Q21 BpoxaeHHblE aHOMAJIUU CEPJICYHOMN EPEropoIKU

Q22 BpoxaeHHBIC aHOMAINH JIETOYHOTO U TPEXCTBOPYATOTO KIIANIaHOB

Q23 BpoxaeHHble aHOMAJIUK a0PTATbHOTO U MUTPAIIBHOTO KJIAIIAHOB

Q24 pyrue BpOXKJIEeHHBIC aHOMAJIUW [TIOPOKU PA3BUTHS| cepiiia

Q25 BpoxneHHble aHOMAJINU [TIOPOKH Pa3BUTHUSA| KPYIHBIX apTepHid

Q26 BpoxneHHble aHOMAJIUU [TIOPOKHU Pa3BUTHSI| KPYITHBIX BEH

Q27 [dpyrue BpOXKIECHHBIC aHOMAJIUW CHCTEMBI IEpU(PEPUUIESCKIX COCYIOB
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Q28 pyrue BpOXKIEeHHBIE AHOMAJIUK CHCTEMBI KPOBOOOPAIICHHS

Q30-Q34 BposkieHHble aHOMAJINH [IOPOKH Pa3BUTHS| OPraHOB AbIXaHUS

Q30 BpoxaeHHble aHOMATINU [TIOPOKK Pa3BUTHsI | HOCA

Q31 BpoxaeHHble aHOMAJINU [TIOPOKHU pa3BUTUSI| TOPTaHU

Q32 BpoxneHHble aHOMAJINU [IOPOKH Pa3BUTHUsA| Tpaxeu U OPOHXOB

Q33 BpoxaeHHbIC aHOMAINH [IOPOKU PA3BUTHUSI| JIETKOTO

Q34 pyrue BpOXXIE€HHBIC aHOMAJIUU [ITIOPOKH PA3BUTHsI| OPraHOB JIBIXaHUS

Q35-Q37 PacuieiuHa ryobl U Heba [3asiubsi ry0a M BOJTYbS MACTD|

Q35 Pacmenunaa HeOa [BOTYBS TIACTH |

Q36 Pacmenuna ryosl [3as4bs ryoa]

Q37 Pacmenuna HeOa 1 ry0ObI [BOJIUBS MACTH C 3asi9beil TYOOH |

Q38-Q45 Ipyrue Bpo:KaeHHbIe aHOMAJIMU OPTraHOB MUIIleBAPeHUSs

Q38 pyrue BpoXKJIEeHHBIC aHOMAJIUU [TTIOPOKU Pa3BUTHS| SI3bIKA, PTA U TJIOTKU

Q39 BpoxaeHHble aHOMAINH [IOPOKK Pa3BUTHSI | MUIIIEBOIA

Q40 pyrue BpoXKIEHHbIE aHOMAJINK BEpXHEN YacTH MUIIEBAPUTEIBHOIO TPAKTa

Q41 BpoxneHHbIe OTCYTCTBUE, aTPE3Us U CTEHO3 TOHKOTO KUIIEYHUK

Q42 BpoxaeHHble OTCYTCTBUE, aTPE3Us U CTEHO3 TOJICTOTO KUIIEYHUKA

Q43 pyrue BpOXKJIECHHBIC AHOMAJIUW [TTOPOKU PA3BUTHS | KAIIICYHUKA

Q44 BpoxaeHHblE AHOMAJIUU KEITYHOTO ITy3bIPs, )KETYHBIX IPOTOKOB U MEYEHU

Q45 [dpyrue BpOXXIeHHbIE aHOMAJIUU [[TOPOKH PA3BUTHSI| OPTaHOB MHUIIICBAPECHUS

Q50-Q56 BpoxneHHble aHOMAJIMU [[IOPOKHU PA3BUTHA| MOJIOBBIX OPraHOB

Q50 BpoxaeHHble aHOMATUH SUYHUKOB, (PaJIJIONUEBBIX TPYO U IIUPOKHUX CBA30K

Q51 BpoxaeHHble aHOMAINH [TIOPOKH Pa3BUTHSI| TeIa U MIEHKH MATKH

Q52 pyrue BpOXKIECHHBIC AHOMAJIUN KEHCKHUX TTOJIOBBIX OPTaHOB

Q53 Heonymenue suuka

Q54 T'mnmocmagus

Q55 pyrue BpOXKJIEeHHBIC aHOMAIUA MYKCKHX TOJIOBBIX OPTaHOB

Q56 HeomnpeneneHHOCTH MoJa U MICEBAOTEpMaPPOAUTHZM

Q60-Q64 Bpo:xaeHHble AHOMAJMHU [IOPOKHU Pa3BUTHSA| MOYEBOIi CHCTEMbI

Q60 Arenesus u apyrue peayKIHOHHbIE 1e()EeKThl TOYKU

Q61 Kwucto3nas 601e3Hb TOYCK

Q62 BpoxneHHbIE HApyIICHUs TPOXOAUMOCTH TIOYEYHOM JIOXaHKM U BPOXKICHHBIC
aHOMaJIM MOYETOYHHKA

Q63 pyrue BpOXXIE€HHBIC aHOMAJIUU [[TOPOKH PA3BUTHS| TTOUYKH

Q64 Ipyrue BpOXKJIEeHHBIC AHOMAJIUU [TTIOPOKU PA3BUTHS | MOYEBOW CHCTEMBI
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Q65-Q79 Bpo:xkaenubie 1e)opMali KOCTHO-MbIIIEYHO CHCTEMbI
Q65 Bpoxaennsie nedopmaruu 6enpa
Q66 BpoxnaenHble nedopMaluy CTOIbI
Q67 Bpoxnenusie nedopmMaiiiu rojioBbl, MO3BOHOYHUKA U TPYJHOM KIETKU
Q68 Ipyrue BpOXKIE€HHBIE KOCTHO-MBIIIEYHBIE AehOpMaIii
Q69 TlommmakTuaus
Q70 CunmakTHIHS
Q71 [HedekTsl, yKOpauyMBaIOIINE BEPXHIOID KOHEUHOCTh
Q72 JledekTsl, ykopauynBaIOLUIUe HIKHIOI KOHEUHOCTD
Q73 HedekTsl, yKOpauyMBAIOIINE KOHEYHOCTh HEYTOUHEHHYIO
Q74 [pyrue BpOXXIEHHBIC aHOMAJIUU [[TOPOKH PA3BUTHsI| KOHEYHOCTH(EH)
Q75 [dpyrue BpOXXIeHHBIC aHOMAJIUU [ITIOPOKH PAa3BUTHsI| KOCTEH Yepera u Jula
Q76 BpoxneHHblE aHOMAJIUK TO3BOHOYHUKA U KOCTEH IPyIHOMN KIETKH
Q77 OcteoxoHapoauciiazus ¢ AepekTamu TpyOyaThlX KOCTeH U TO3BOHOYHHKA
Q78 [pyrue oCTEOXOHIPOAUCIIA3ZHI
Q79 dpyrue BpokI€HHbIE aHOMAIMH KOCTHO-MBIIIIEYHON CUCTEMBI
Q80-Q89 Ipyrue Bpo:K1eHHbIe AHOMAJMHU [IOPOKU Pa3BUTHSA|
Q80 BpoxxieHHBIN UXTHO3
Q81 bymne3nslii sanuaepmMoIn3
Q82 pyrue BpOXKJIECHHBIE AHOMAJIUU [TTOPOKU PA3BUTHS | KOXKH
Q83 BpoxaeHHble aHOMAINH [IOPOKU PA3BUTHSI| MOJIOYHOM >KeJIe3bl
Q84 Jlpyrue Bpok/IeHHbIE aHOMAJINU [IOPOKH Pa3BUTHS| HAPYKHBIX TOKPOBOB
Q85 ®dakomaro3bl, HE KIaccu(PUIMPOBAHHbIE B APYrUX pyOpHUKax
Q86 CuHIpOMBI BpPOKIEHHBIX AHOMaJIMM, 00YCIIOBIEHHbIE SK30T€HHBIMU (PaKTOpaMu
Q87 Hpyrue yroyHeHHbIE CHHAPOMBI BPOKICHHBIX aHOMAIHI HECKOJIBKO CHCTEM
Q89 [dpyrue BpoXI€HHbIE aHOMAJIMH [[TOPOKH PAa3BUTHA|
XpomocomHublie Hapyuienus, kiaacc XVIIL, (Q90-Q99).
Q90 Cunapom Jlayna
Q91 Cunapom DaBapaca u curapom [latay
Q92 Jlpyrue TpUCOMUHU U YaCTUUYHBIE TPUCOMHUH ayTOCOM
Q93 MoHocoMUH U yTpaThl YACTH ayTOCOM
Q95 CobanancupoBaHHBIE IEPECTPONKHU U CTPYKTYPHBIE MapKephI
Q96 Cunnpom Tepuepa
Q97 [pyrue aHomManuu MOJIOBBIX XPOMOCOM, KEHCKUHN (EHOTHUI
Q98 Jlpyrue anomManuu MOJIOBBIX XPOMOCOM, MY>KCKOU (heHOTHIT
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Q98.0 Cungpom Knaitndenrepa, kapuorun 47,XXY

Q98.1 Cunmpom Knaitndentepa, My>kunHa ¢ 0osiee 4eM AByMsI X-XpOMOCOMaMH
Q98.2 Cunapom Knaitadenrepa, myxunHa ¢ 46,XX-KapuoTUIIOM

Q98.4 Cungpom Knaitndentepa HeyTOUHEHHbII

Q98.5 Kapuworun 47, XYY

Q98.6 MyxunHa cO CTPYKTYPHO U3MEHEHHBIMH [TOJIOBBIMH XPOMOCOMaMU
Q98.7 MyxunHa ¢ MO3aM4YHBIMH TOJOBBIMU XPOMOCOMAMHU

Q98.8 Jlpyrue yrouHeHHbIE aHOMAJIUU MOJIOBBIX XPOMOCOM, MYCKOM (DeHOTHUIT
Q98.9 Anomanus NOJOBBIX XPOMOCOM, MYKCKOM (DeHOTHUII, HEYTOUHEHHAas!

Q99 [dpyrue aHomManuu XpoMOCOM

Q99.1 46,XX uctunHbIi repMadpoaut

Q99.2 Jlomkas X-xpomocoma
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