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PaGOTy BBIIOAHHAA
CryseHTKa 23a I'pyIIbl

Kepum dPaTume



OIIPEAENAEHU

= Cunapom Ilaray — xpomocoMHO€E
3a00JIeBaHKUE, 00YCIIOBJIIEHHOE HATUUUEM
JOTIOJIHUTEIBHOM KoM 13-0M XpOMOCOMBI.
Cunapowma IlaTay Takke BCTpedaeTcs B
JIUTEpaType Mo Ha3BaHUSMU TpUCOMHUSA D n
TpucoMus 13. HacToTa poxKIeHUS IETEU C
cuapomom Ilaray cocrasnser 1:7000-10000.

= KnuHn4eCKUu CUMIITOMOKOMILJIEKC OBIJI
onucad eiie B X VII Beke;

= CBs13b )K€ 3a00JIEBaHUS C YBEIMUCHUEM
KOJINYE€CTBA XpoMocoM 13-oii mapsl ObL1a
ycranosieHa B 1960 1. K. Ilaray, no umenn
KOTOPOTO JTAHHBIA CUHAPOM U TOJYUYWII CBOE
Ha3BaHUE



[IPUYMHBI CUHAPOMA 1IATAY

= OCHOBOM 1151 pa3BUTHS cUHJIpoMa llaray Ciy’KUT MPUCYTCTBUE B KAPUOTHUIIE JOMOJTHUTEIBHOU
xoruu 13-oi xpomocoMbl. B OosbmmHCcTBE citydaeB (75-80%) nmeeT MeCTO mpocTasi moJIHas
TPUCOMMS, CBSI3aHHAS C HEPACXOKICHUEM |3-0M1 XpOMOCOMBI B MEWO3€ Y OHOIO U3 POAUTETICH
(qame y marepu). [Ipu 3TOM Bce 0€3 MCKITFOUEHUS KIETKH II0Aa UMEIoT Kapuotun 47,XX 13+
wm 47,XY 13+, Menbmaa 4yacte ciay4dacB cuHapoma [laray mpencraBienHa
HECOAIAaHCUPOBAHHBIMHM TPAHCIOKALMSMU XPOMOCOM 13-l mapbl, MO3au4yHbIMH (OpMaMHU,
U30XPOMOCOMON.

= TouHble TIpUYMHBI yTpO€HUA [3-0M XPOMOCOMBI HE YCTAHOBJIICHBI. M3BECTHO JHMIIb, YTO
T€HETUYECKUI COOM MOXXET MPOU30MTH BO BpeMs (POpMHUPOBAHMSI ramMeT WIM YK€ Ha dTale
00pa30BaHUS 3UTOTHI




CUMIITOMbI CUHJIPOMA 11ATAY

= Cunzpom Ilaray comnpoBoxpaerca (OPMUPOBAHUEM MHOKECTBEHHBIX TSIKEIBIX MOPOKOB,
HEPEIKO MNPUBOISIIIMX K BHYTPUYTPOOHOM THMOenu Iuiofa. [lodtu B IIOJOBUHE CiIy4dacB
OEpEMEHHOCTD IIJI0I0M C CUHIApoMOM llaray ocnoxHseTcs

= JleTn 0OBIYHO POXKJIAIOTCSA B CPOK, HO C MAJICHBKUM MO OTHOIIIEHUIO K CPOKY T'€CTalluM BECOM -
okosio 2500 r (T. H. mpeHaTaJIbHOU ). Pozibl HEpEeAKO OCIOXKHSAIOTCS
. Y pebeHka ¢ cuHApoMOoM llaray BBISBISIOTCS BPOXKJICHHBIC

, JIUIIEBOM W MO3rOBOM 4YacTW 4Yepena, IIa3HbIX SOJOK.

HoBopoxxaeHHble ¢ cuHapomoM IlaTay MMEIOT XapakTepHbIM BHEIIHUW BHJI: HEOOIBIIYIO

OKPYHOCTb TOJOBBI ( ), HEPEIKO — TPUroHOLE(DaINIO; HU3KUWA, CKOIICHHBIN
100, y3KHE IIa3HbIE IIENIH; IUIOCKYI0, 3anaBinyto rnepeHocuny. s gereit ¢ cuaapomom Ilaray

TUNIAYHBI JIByCTOPOHHHUE (« » A« »), HHU3KOE
pPacmnoyoKeHUE U :




NPEHATAJIbBHBIU CKPUHUHT

= [IpeHaranbpHasi IMarHOCTHKA XPOMOCOMHBIX 00JIe3HEN 1o/1a oauHakoBa. Ha srame ckpyHuHTa
OCYIIECTBIISICTCS ONpeAeeHne MapKepoB OnoxuMmudeckoro cocraBa — 6eta XI'U, PAPP-A, Y3U.
Ha ocHoBaHuM HCCIIeIOBaHUM paCCUYMTHIBACTCS PUCK TOSBJICHUS Ha CBET OOJBHOIO peOCHKA y
»KEHIIIMHBI. MeTO/| 3aKiII0uaeTcs B CICAYIONIMX aHaIn3aX, KOTOpble OCPYTCs Y KEHIIUHBI B
3aBUCHUMOCTH OT CpOKa 0€pEMEHHOCTU

* OMOIICHSI BOPCUH XOpHOHA — OT 8 110 12 Henmenw;
- amHuoleHTe3 (ot 14 1o 18 Hexgenn);
 kopaoueHTe3 (rmocie 20 Heaenn).

= Korga OyayT mosy4yensl 00pasibl Marepuana, B HUX IPOBOAMTCS TOUCK 13 XpOMOCOMBI
CIIOCOOOM KapUOTUIUPOBAHUS C UAECHTU(HUKAITMOHHOW oKpackoi xpomocoM uii KO-ITHP. Ecnu
OAArHOCTHUKA MATOJIOTUU HE IIPOBOAMIIACH 10 POAOPA3PELICHUA, AaHOMAIUIO MOXKET 3al10403PUTh
HEOHATOJIOT.

« [[uToreHeTHUeCKkuii AUar€Ho3 TPUCOMHUHU 13 MOXKET OBITh IIOCTABJICH TOJIBKO MOCIJIC OIPEACICHUS
Habopa XpoMOCOM MIIaJICHIIA.




HEWUHBA3SUBHAS IIPEHATAJIBHAA JIHK
JANAT'HOCTHUKA B JIABOPATOPHUMN.

«Ectb 1 JaHHOro 3a0ojieBaHus (Ha
10 Henene OEPEMEHHOCTH).

« J)KeH1rHa npocTo cAaeT KpoBb U3 BEHEHL, a B jJabopatopuu uccieayoT JJHK
IJI0J1A, TIPEABAPUTEIILHO OT/IEIIUB €€ OT MATEPUHCKOU.

= )TO caMbIi 0€30NACHBIN U HAAEKHBIN CIIOCO0 onpeaeIeHus CHHAPOMA
IIaTray B cOBpeMeHHOW MeAUIIUHE.




ITPEHATAJIbHI CKPUHUHT JHK- JUAT'HOCTHUKA

OHKnnopa  XDADX Marepuscxan AHK







JIEYERNE

- Ha paHHOM aTane pasBuUTUS MeauLNHBbI BO3MOXHOCTb UCMPaBUTb XPOMOCOMHbIE
HapyLleHust oTcyTcTByeT. KomnnekcHas paboTta rpynnbl pa3nmMyHbiX crneumanucToB
3akIo4aeTcs B MOCTOSAHHOM KOHTPOSIE 38 COCTOSIHMEM 340POBbS BONMbHOIO U
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