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Mumnsapasa Poccun
HK/JI nabopaTopusi MUKPOOHOJIOTHH

Cnucox 1a00paTOpHBIX yCJIyr

IlocTHAaTAJILHOE KapHuOTUIIUPOBAHUE

Buja 6uomarepuana

nepudepruieckas KpOBb

Metoa uccjie10BaHHuS

ITutoreneTnueckoe Mcciae0BaHUE, MO3BOJIIONIEE YCTAHOBUTh aHOMAJIUU YUCIia
XPOMOCOM U HaJIMIHME CTPYKTYPHBIX IIEPECTPOCK.

IMoka3zaHus K HA3HAYEHUIO

e  HaIM4YHe XPOMOCOMHOM aHOMAJIMH Y NMPEABIIYIIET0 peOCHKa B CEMBE;
®  MEPTBOPOXXKICHHBIH PEOCHOK C XpPOMOCOMHOM aHOMAIIHEH;
XPOMOCOMHBIE TIEPECTPONKH, XPOMOCOMHBII MO3anuLIU3M WK
AQHEYIUIOM U 110 TOJIOBBIM XPOMOCOMAaM y POAUTEINEH;
MHOYECTBEHHBIC BPOKICHHBIE IOPOKU Pa3BUTHS,

MHOXECTBEHHBIC MUKPOAHOMAJIMH Pa3BUTHUS;

HU3KHUH BEC IIPU POKIECHUY;

aHOMAJILHOE CTPOEHHUE MOJIOBBIX OPTaHOB, HEONPEICICHHBIH MOJT;

®  yYMCTBEHHas OTCTalOCTh, OTCTABAHUE B ICUXOMOTOPHOM Pa3BUTHH;

e  BBIpXCHHBIC OTKIOHEHUS B pOocTe (HU3KHI POCT, BBICOKHIT POCT)

® W pa3Mepax rolioBbl (MHKpoOIe(ais, MaKporedaus);

e OTCTaBaHME B (PU3UUECKOM M TIOJIOBOM PA3BUTHH;

e  IepBUYHAS WIM BTOPUYHAs aMEHOPEs WK PaHHASA MEHOIay3a,

aHOMaJIbHas CTIepMOIpaMMa — a300CHEPMUS UIIH BhIpaKEHHAas!

OJIUTOCTICPMHUS;

KIIMHUYECKHE TPOSIBICHUS CHHAPOMAa MUKPOCTPYKTYPHOH aHOMAIIUH;

X-CIEMIEHHOE PELECCUBHOE 3a00JIeBaHNE Y JKEHIINH;

Gecrutoue HESICHOM ATHOJIOTHH;

pPENpPOTYKTUBHBIE IOTEPH, BPOXKACHHBIE IOPOKU PA3BUTHS MIOAA UIN

MEPTBOPOKACHUS HEBBISICHEHHON 3THOJIOTHH;

e  Hanuuue y peOeHKa XpOMOCOMHOH aHOMAJIMH MITH HEOOBIYHOTO
XPOMOCOMHOTO BapHaHTa;

e  HalIW4Khe XPOMOCOMHON aHOMAJIMH B CEMBE;

e  YMCTBEHHAs OTCTAJOCTh y POJACTBEHHHKA, IPU HEBO3ZMOKHOCTH
o0caen0BaHus 00JIHLHOIO;

®  XpPOMOCOMHBIE aHOMAJIUH UM HEOOBIYHBIE XPOMOCOMHBIE BAPHAHTHI y
m1o/1a, 0OHapyKEHHBIE IIPU MIPEHATANBHOW JHAarHOCTHKE;

e  XpPOMOCOMHBIE aHOMAJIUH, BBISIBICHHBIE ITPH UCCIIEAOBAaHUU
OGuomMaTepuana CIIOHTAHHBIX BBIKUABIIIEH, TKAHEH MEPTBOPOXKICHHOTO
WY TJI0JIa C TOPOKAMU Pa3BUTHUsI HEU3BECTHOM 3THUOJIOTHH, a TAKXKe
O6uomMaTepuaa, oJy4eHHOTO MOCIIe MIPEPhIBAHUS OEPEMEHHOCTH B CBSI3H
C HaJIMYUEM BPOXKIEHHBIX TOPOKOB Pa3BUTHUS Y IJIOJA UM IIPH HE
pasBuBaroleiicss 0epeMEeHHOCTH

IMoaroTroBKa K HcCJIeTOBAHUIO

B npo6upky ¢ nuTuii — renapuHOM He0OX0MMO 3a0paTh He MeHee 3-4 MiI
neprdeprieckoil KPOBH, THIATEIHLHO MEPEMELIATh.

HpeszapHTenLHaﬂ MOATOTOBKA JUIA CAaYX aHaJIM3a HE HYXKHA.

B cnyuae neueHns aHTHOMOTHUKAMU U IPYTUMU CHIIbHOICHCTBYIOIIMMH
JieKapcTBaMu Jyuiie Bbikaath 10-14 qHel 10 caaum KpoBH IS
KapUOTUIIHPOBAHHUS.

KpaTkoe onucanue

I[J'IH KIIACCUYECKOI'0 HUTOICHETUICCKOI'O aHajin3a Mpu OINpeACJICHUN KapuoTHIla




nyTéM aHanu3a Metadas, Mojy4eHHbIX 13 T-muM@ponuToB, HEOOX0AUMO
MPOCMOTPETh HE MEHEE 15 XpOMOCOMHBIX MIACTHHOK.

Mertada3Hslii aHAIN3 BKIIOYAET COMOCTABICHAE TOMOJIOTHYHBIX XPOMOCOM (a
TaKKe OLEHKY 0JIOKOB X- U Y-XpOMOCOM) — OCErMEHTHBIN aHanu3. Eciu onun
TOMOJIOT 3 ITapbl BOBJIEYEH B HAJIOXKEHHE, 3Ta [apa rOMOJIOTOB J0JKHA OBITH
HE3aBHCHMO MPOAHATU3UPOBAHA B IPYTUX IJIACTHHKAX, YTOOBI MCKIIFOUUTH
CTPYKTYPHBIE IIEPECTPOMKHU.

3akinoueHue

Pe3ynpTaT HccneoBaHMs 3aIliCHIBACTCS B BU/IE MOTCHETHYECKOH ()OPMYIIB B
cootBercTBHE ¢ ISCN, ¢ ykazaHneMm KomdecTBa MPOCMOTPEHHBIX MeTada3zHBIX
IUIACTHHOK M CJIOBECHOT'O ONHCAHUS OOHAPYKEHHBIX aHOMAaJIHH.

B HEKOTOpBIX Citydasix 3aKJII0UEHHSI MOTYT OBITh CIOKHBIMH U TPeOOBaTh
HOAPOOHOTO 0OCYKACHHS C BPauOM-KIMHHIECKUM F'€HETHKOM, HAIIPaBHUBIINM
MAMECHTA Ha HCCIIEIOBAHHE.
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