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Mumnsapasa Poccun
HK/JI nabopaTopusi MUKPOOHOJIOTHH

Cnucox 1a00paTOpHBIX yCJIyr

HpeHaTa.m,Hoe KapuOTUIIUPOBAHUE

Buja 6uomarepuana

BOPCHUHBI XOpHOHA, IUIAICHTHI, ITYIIOBUHHAsA KPOBb

Metoa uccjie10BaHHuS

HUTOTCHETUYCCKOC UCCICA0OBAHUE BOPCHUH XOpl/IOHa/HJ]aLICHTbI u HyHOBHHHOPI
KPOBH I1JI0OJIa BBITIOJIHACTCS C LCJIbIO BBIABJICHUA CTPYKTYPHBIX W3MEHECHUI
XPOMOCOM M UBMCHCHUA UX YHCJIA

IMoka3zanus K HCCIeI0BAHUIO

®  HaIM4YHe XPOMOCOMHOM aHOMAJIMH Y NMPEIBILYIIEro peOeHKa B CEMBE;

e  MEPTBOPOKACHHBIH peOCHOK C XpPOMOCOMHOI aHOMaIHeH;

e  XPOMOCOMHBIE IEPECTPONKN, XPOMOCOMHBIN MO3aNIM3M HITH
AHEYIUION U TIO TIOJIOBBIM XPOMOCOMAaM y POJIHUTEINEH;

®  BBICOKHH PHCK XPOMOCOMHOI1 aHOMAaJIMH Y TIJI0/IA 110 pe3ysbTaTaM
PaHHEro NPEeHaTaIbHOTO CKPUHUHTA;

e  BEBIABJICHHBIC NIPH YIbTPAa3BYKOBOM HCCIICIOBAaHUN aHOMAJIUHU Pa3BUTHA Y
I0Ja;

e  [I0I03PEHHE HAa MO3AUIU3M Y IJIOAA MO pe3yibTaTaM MepBOTO
MIPEHATAJIBLHOTO UCCIIEI0BAHUS;

e  MHOMXECTBEHHBIEC BPOXKJCHHbIE TIOPOKH PA3BUTHUS;

e  aHOMAJHHOE CTPOCHHUE MOJOBBIX OPTaHOB, HEONPEACICHHBIN MO

IloaroroBka K uccj1eI0BaHHIO

I[J'IH HCCICAOBAHNA NPUMCHAIOT IPOLEAYPbL 3360})3 KIJICTOK XOpHOHA UIIN
IUIalCHTHI, HyHOBHHHOﬁ KpOBH. K #uM oTHOCST KOPpAOLICHTE3, OHOIICHIO XOpHOHA,
IIAICHTOLCHTES.

HuBa3uBHBEIC npoueaypbl HPUMCHAIOT TOJIBKO IO CTPOTHUM IMOKAa3aHUAM Bpa4da

KpaTkoe onucanue

[Tpu aHanmm3e XpOMOCOMHOTO MaTepHala, MOTYICHHOTO U3 BOPCHH XOPHUOHA U
TUIAIIeHTHI, OlleHUBaeTcs He MeHee 11 meTada3HbIX MIaCTHHOK.

B cooTBeTCTBHY € 7a00PATOPHEIM PE3YILTATOM MTEPBUIHOTO CTAHIAPTHOTO
aHaJN3a KyJIbTUBUPOBAHHBIX KJIETOK, TIPUHATO Pa3IMyaTh 3 YPOBHSA MO3aHIIN3Ma
in vitro, a UMeHHO:

Yposens I: XpomocoMHast aHoMaus B OJJHOH KJIETKE, OOHAPY)KEHHAsI IIPH
CTaH/IapTHOM aHaiu3e. Eciin anoMaiust He oATBEPKAAeTCS TIPH aHANIN3e
JIOTIOJTHUTENBHBIX KJIETOK, TO OHA MPU3HAETCS KYJIBTYPaIbHBIM apTe(hakToM
(TICeBIOMO3anII3MOM ), HE 3aHOCUTCS B (DOPMYITy KapHOTHIIA M HE YIIOMUHACTCS B
3aKIIFOUCHHU.

Ypogens II: Onna 1 Ta e XpOMOCOMHAsi aHOMAITUS B ABYX HJIH Oouiee
KJIeTKaxX OOHapy’KeHa Ha IperapaTax u3 CyCIeH3HH KIETOK U3 OJHOTO
KyJIbTYpaJIbHOTO (DJ1akOHA (WJIM B OJTHOM-IBYX KOJIOHHSX U3 OJJHOH KYJIbTYpHI IIPH
¢ukcamnmu in situ). Eciiu anoManvst He MOATBEPIKAACTCS IPH AaHATH3E
JIOTIOTHUTEIBHBIX KIETOK U3 JPYTUX HE3aBUCUMBIX KYJIbTYP (WIIH U3 APYTUX
KOJIOHHH M3 IPYTHX HE3aBUCUMBIX KYJIBTYD), TO aHOMAJIHS ITPU3HACTCS
TICEBIOMO3ANII3MOM H HTHOPUPYETCS.

Ypogens |11: OnHa 1 Ta e XpoOMOCOMHast aHOMaNus B JIBYX MIIH Ooee
KIIETKax U3 IByX U 0oJiee He3aBUCUMBIX KyJIbTyp. YpoBeHb |11 Hanbonee BeposTHO
COOTBETCTBYET HCTHHHOMY Mo3auiu3my. [Ipu 3anmcu ¢popMynnbl KapHoTHIIA B
cootBetcTBHM ¢ ISCN pekomeHnyercst B KBaIpaTHBIX CKOOKax yKa3aTh YHMCIIO
MIPOAHATM3UPOBAHHBIX KJIETOK U3 KaXIOW KJIETOYHOM JIMHUH.




B 3akimoueHNH peKOMEHIyeTCsl YKa3aTh, YTO OOHAPY)KEHHBIH MEKKIETOYHBIH
MO3aUIU3M MOKET He OTpa’kaTh YPOBEHb MO3aWLIM3Ma B APYTUX TKAHSIX.

OO0BEM TOTIOTHUTETHHBIX UCCIICTOBAHNHN IS BEISICHEHUS YPOBHS MO3aNIIN3Ma
CBsI3aH KaK C XpOMOCOMOH CHenn(UIHOCTHIO, TaK U C METOJJOM IPUTOTOBJICHHUS
mpenapaToB (aHaJIU3 CYCIIEH3UH KICTOK WM OTIACIBHBIX KOJOHHMN).

Y4uThIBast, 9TO YpOBEHb MEXKIECTOYHOTO MO3aUIIN3Ma B PA3HBIX TKAHAX MOXKET
pas3nuyaThCs, MPU aHATN3E MO3AaNUIIN3Ma, BKITOUYast JOTOIHUTEIbHBIC
MCCIIEOBaHNS, PEKOMEHAYETCS] PYKOBOJICTBOBATHCS IPUHIINIIOM
«IMarHOCTHUYECKOH 11e1eco00pa3sHOCTH U pa3yMHOM JJOCTaTOYHOCTH.

B crydae oOHapyXeHUs! €AMHUYHBIX KJIETOK C XPOMOCOMHOM aHOMasHel Ha
Ipenaparax, MPUrOTOBICHHBIX IPSMBIM METOJIOM M3 HATUBHBIX 00Pa310B WIN
KPaTKOCPOUYHBIX OPTaHHBIX KYJIbTYP XOPHOHA, PEKOMEHIYETCS UCCIEN0BATh BCE
MeTada3Hble INIACTUHKY (Ha BCEX MOJIyYeHHBIX npenaparax). [Ipu aTom
BEPOSITHOCTB TOATBEPIKICHUS MO3anIu3Ma, 00HapyKEeHHOTO B Tpoobiacte
3aBUCHUT OT TUIa XPOMOCOMHOI aHOMAJIHH. .

3akaoueHne

Pesynbrat uccnenoBanus HEOOXOIUMO 3aIKCATh B BUJIC [IMOTCHETUIECKOM
dhopmybl, 3anucaHHoi B cooTBeTcTBUH ¢ ISCN, ¢ yka3anuem kojaudyecTsa

MMPOCMOTPCHHBIX MeTa(baSHI)IX IJIACTHHOK U CJIOBCCHOT'O OITMCAaHUs 06Hapy>1<eHH1)1x

aHOMAaJIMH.

B HEKOTOpBIX caydasx 3aKII0OUEHHUS MOTYT OBITh CJIOKHBIMU U TpeOOBaTh
MOAPOOHOTO 00CYKACHHS C BpauOM-KIMHUYECKUM '€HETHKOM, HAallpaBUBLINM
MalUEHTA Ha UCCIIEJOBAHNE

Hcnouan3oBaHHHAaR
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