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.
OnpenenexHne

HUIT — coBpeMeHHast BbICOKOTEXHOMOMMYHAA METOANKA onpeaeneHuns
COCTOSAHUA Nfoda C Uenbio BbIABNEHUSA BO3MOXHbIX naTtonorun. B ero
OCHOBe nexuT uccneposaHue monekyn [HK, kotopoe no3Bonser BbIABUTb
XPOMOCOMHbIEe OTKNOHEeHUs y pebeHKa, Haxoasiuerocsa B yTpobe.




[laHHaa meToauKa ABMAETCHA CpaBHUTESTbHO HOBOW, MO 3O(EKTUBHOCTU U
TOYHOCTM pe3ynbrarta OHa NPeBOCXO4UT BCe OCTallbHble BUAbl HEMHBA3NBHOW
OVarHoCTukn. Ecnn TpagnunMoHHbIM CKPUHUHT NpoBoauTca ¢ 12 Hegenu
bepemeHHocTU, TO HAMT no3BonsieT nonyymTb 4JOCTOBEPHbLIN

pesynsTart, Ha4unHaa ¢ 9-ou Hepenm.




I
BapuaHTbl TecTa:

NMonHOreHOMHbIN TECT — onpefensieT YNCIIOBble aHOMaIMu BCEX XpPOMOCOM
TapreTHbI TeCT — onpeaensieT Yucnosble aHomanum 13, 18,

21, Xn Y xpomocom

NccnepoBaHue NpoBOAUTCS KaK Npyu 6epeMeHHOCTU, HacTyNUBLLEN
eCTECTBEHHbIM NMYTEM, TaK U nNpun 6epemeHHoCcTM nocne 3KO ¢ co6CTBEHHOM
NN OHOPCKOM ANLIEKITIETKOW, @ TaKXXe B Cllyyae cypporatHoro MaTepuHCTBa.




[TokazaHna KHa3Ha4YeHUto :

CnieymanncTtbl peKOMeHAYHT AaHHbIA BUL UCCief0BaHMN B Cneaytoumux
cnyvasx:

*  6epeMeHHbIM XXeHLLMHaM B Bo3pacTe cTaplue 35 fieT, NOCKOMAbKY NpoLecchl
CTapeHnsa opraHn3amMa MoryT HeraTUBHO OTPa3nTbCA Ha COCTOAHUU U
pasBUTUK M10Aa;

« ecnn Y3U u gpyrue aHanunsbl yKasbiBarOT Ha BEPOATHOCTb pa3BUTUA
HacneAcTBEHHbIX 3a6oneBaHni y pebeHka;

* B C/lyyae npepgsexaHus nnaueHTbl U HanMn4Yma Apyrmx COCTOSHUR, Npu
KOTOPbIX Apyrne Buabl AMarHoCTUKM NPOTUBOMOKa3aHbl;

* npumMeHeHue IKO;

* ecnun bepeMeHHas nepeHecna 3abosieBaHNsA BO BpeMsl 6epeMEHHOCTH;

* Y pOACTBEHHUKOB 060MX poanTenen bblsin NOAO3PEHMS HA XPOMOCOM
NaToN0ornu.

e —




B kaknx cnyvyaax BbinoniHeHne HANT
HEBO3MOXXHO:

- Ecnn cpok 6epemeHHOCTN MeHee 9 Heaernb

- KonunyecTtBo nnogos donee 2

- imetoTca npusHakm 3amepLuen ogHonnogHon 6epemMeHHoCTH

- MponsBoannack TpaHcnaHTauus opraHoB, TKAHEW, B TOM YucChne
KOCTHOro mo3ara, o bepeMeHHOCTH

- [Mpn HaNMYMM OHKONOrM4yecknx 3aboneBaHnn




[1poBeOeHmne nccnegoBaHuS:

BepyT nprimepHO 9 M1 BEHO3HOW KPOBW B CreunasbHYH Npoodrpky v
LAOCTaB/IANOT B 1abOpaToputo, rae reHeTVKM OToMParoT nNnasmy
KPOBUN U3 Hee BblAensarT petanbHyro AHK.
[MonyyeHHbIN obpa3zey, JHK aHanM3NpyOT C MOMOLLBHO TEXHOOTNM
MOHHOIo NoNynpoBOAHNKOBOro cekBeHMpoBaHusa (NGS).
[laHHbIe 13 nabopaTopu OTNPABASAT Ha OMOUHPOPMATUYECKU
aHaNu3, B X04e KOTOPOro cneunannct oLeHMBaeT KOMYeCTBO
reHeT4Yeckoro Martepumana y pebeHka rno yHuKaabHoMy
3aMaTteHToOBaHHOMY MPOTOKOY. ECnM HY MO OAHOW XPOMOCOME He
onpesennTcsa HU N36bITOK, H/ HeJOoCTaTOK reHeTUYeCcKoro
MaTepurasna, To PUCK PasBUTUSA XPOMOCOMHOW NaTosiIorn y pebeHka
CUNTAETCA CTPEMALLMMCH K HYJTHO.




* IO (1723 = maTepuKckas [IHK fo AAES0N 5 IO Avanma [HK nioa Onpegenenie
+ pHexneroyman IHK nnoga PHCKA
L9
R T

HOTHN

©

3abop kposn Marepwcxan IHK PeSRSTS
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AMHWOLEeHTe3 unk BUoncua XoproHa
MMEIOT PHCKUW BbIKMABILLA.
(" panorama - HUNT Nanopama 6e30nacHo ¢ BLIKOKOW
/ eratelscen, | SATIRA TOMHOCTBIO ONpeieNnseT PUCKK XPOMOCOMHBIX
— aHeynnonaAwi i non nnoaa.
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TecTtbl NnHenKkn HATTT:

1) HUMC T21 (FeHomen)- AnarHocTUKa Tonbko cuHapoma [ayHa. B uccnenosaHnm BbisBNSeTCA
AononHuTenbHas 21 XpoMOCOoMa, ec/ninm oHa ecTb y nnoga. CuHgpom [layHa cuntaeTcs ogHON us
caMblX YaCTbIX XpPOMOCOMHbIX aHOMasIMN U ero YacToTa pacTET C yBeIMYEeHMEM BO3pacTa XEeHLWMHbI.
BbinonHseTca npu 6epeMeHHOCTU BCNeACTBUE eCTECTBEHHOIO 3a4aTtus, npu 3KO ¢ cobCcTBEHHOM
ANLEKNETKON U NPU UCMOJSIb30BaHUM AOHOPCKOWN ANLIEKTETKU, NP 6€PEMEHHOCTN OAHMM NN0AOM

N ABOMHEN, a TaKXXe Npu CypporaTHOM MaTEPUHCTBE M €CNK NpouM3oLUIa peayKuus ogHOro aMobpuroHa
B 1IBOMHE.

2) HUMC 5 — AHK TecT Ha 5 cuHapoMoB (FeHoMen) — HEMHBA3MBHbIV TeCT Ha 5 CUHAPOMOB, MOXHO
onpenenutb aHoMmanun 13,18, 21 n B 60NbLUMHCTBE UCCNEeAOBaHUN BbISBUTb aHOManKM NMoJsIoBbIX
XpomMocoM X n Y.

* CuHppom [layHa (21 xpomocoma)
* cuHApoMmbl daBapaca v Matay (gononHuTenbHas 18 1 13 XpOMOCOMbI COOTBETCTBEHHO)
* cuHgpom KnaHdenbTepa (AononHuTenbHas X XxpoMOCOMa)- BO3MOXEH Y MasibuyMKOB

* cuHgpoM TepHepa (HegocTarowas X XpoMocoMma) - HabtofaeTcs TONbKO Y feBoYeK
HWUMC 5 yHuBepcanbHbIK, ero BbiNOJIHEHNE BO3MOXXHO KaK Mpu O4HOMJ0AHON eCTeCTBEHHOM
6epeMeHHOCTH, TaK 1 Npu 6epeMeHHOCTU ABONHEN




3 TecToBble Oa30Bble NaHenNu:

HWUNOT Panorama, 6a3oBas naHenb (Natera) - KpoMme oHOMOAHOM

eCTeCTBEHHOW 6epeMEHHOCTH, BbINOIHEHNE BO3MOXXHO NPpU 6€peMeHHOCTH
ABOWHEN, ecnin pa3BuBatoTcst 06a aMOPUOHA; HOCUTENbHULLAM AOHOPCKOWN
ANLIEKNIETKU U NPU CypporaTHOM MaTepUHCTBE. TeCT pasfimyaeT 3UroTHOCTb
NBOVHN (MOHO3UIOTHas UM AU3UTrOTHas). TECT CUMTAETCS BbINMOSTHEHHbIM,
ecnin nposefeHo nccnegosanHue 13,18,21 xpomocom.

HWUNOT Harmony, 6a3oBas naHenb (Roche) — Takxxe gocTtyneH npu
OAHOMNOAHOM N ABYNIOAHOM 6epeMEHHOCTHU, eCTb onpeaefnieHme
3UroTHOCTU ABOMNHU, Npu KO ¢ ncnosib3oBaHUEM AOHOPCKOWU ANLEKNETKU
N B C/ly4ae CypporaTHOro MatepmHcTBa.

HWUMOT Panorama, 6a3oBas naHenb (FfeHomen) - oTAanyaeTcs oT Apyrux
6a30BbIX MaHenen Tem, YTo UCNoAb3yeTCs TONbKO NPU OAHOMAOAHOM
ecTecTBeHHOM 6epeMeHHOCTU nnn KO ¢ cCOOGCTBEHHOW ANLIEKNETKOW




BasoBble NaHenn No3BoOAAKOT BbIABUTb XPOMOCOMHbIe aHoManuu 13,18, 21, X u
Y XpOMOCOM MNJ104a, a Takxe TpUniaonauu.

«  Tpunnounaus (AONOMHUTENBbHbIN HABGOP XPOMOCOM) — MPUBOAMUT K
BbIpa)X€HHbIM MHOXECTBEHHbIM AedeKTaM, HECOBMECTUMbIM C XXU3HbIO

«  Cunpgpom fko6ca (BbisBNSIETCA AONOSHUTENbHAsA Y XpOMOCOMa) — TONbKO Y
MY>XUYUH, pasBuBaeTcs 6ecnnoame

«  CuHapom XXX (gononHuTenbHas X XpoMoCcoMa)
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