LUINTOTEHETUYECKUE UCC/TE4OBAHNA

«Kapuomun» 370 COBOKYNHOCTb MOPPONOrMyeckmx ocobeHHocTeln NOAHOro
XPOMOCOMHOrO Habopa eauHUYHOMN KNETKM.

KapuomunuposaHue - aHanuns yncna u CTPyKTypbl MeTadasHbIX XPOMOCOM U3
KNETOK COMaTUYECKUX TKaHEeM C MNOMOLWbI  LMTOreHETUYECKMX METOAOB.
Pe3ynbTaTOM KapuMOTUNUPOBAHMA ABAAETCA ONMMCaHMEe KapuoTuna B Buae ¢bopmysbl

C yKa3aHMem o6Lwero Yncna Xpomocom 1 Habopa MosI0BbIX XPOMOCOM.

Tak BbIFAAAT XPOMOCOMbI MPU MUKPOCKONUN:
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3AYEM 3TO AE/IAETCA?

KnuHuyecKkue noka3aHusA 07A Uccnedo8adHUA 8 NMOCMHAMAsbHOU

duazHocmMukKe:

Hanunyume y naumeHra:

v NepBUYHON, BTOPUYHON aMEHOPEN UNU PaHHEN MeHOMNay3bl;
v aHOMa/NIbHOW  CMEPMOrpammbl-a3ocnepmuMmM  WUAW  BblpaKeHHOM
ONINroCNepPMUK;

v KNAMHUYECKN BblPaXKEHHbIX OTK/IOHEHWI B pocTe (HU3KMIN POCT, BbICOKUM



pOCT) 1 pa3mepe ronosbl (MMKpouedanunsa, makpouedanusa);

v aHOMaA/IbHbIX TEHUTaNN;

4 aHOMaNbHOro peHoTMNa NN AUCMopPPUi;

4 BPOXKAEHHbIX MOPOKOB Pa3BUTUSA;

v YMCTBEHHOW OTCTAZIOCTN UM HAPYLLUEHWNA PAa3BUTUA;

4 KAMHMYECKUX NPOABNEHUI AeNeunoHHOro/MMKpoaeneumoHHoro/
AYNAUKALMOHHOTO CUHAPOMA;

v X-cuenneHHoro peueccMBHOro 3a60/1eBaHNSA Y XKEHLLNH;

4 KNMHUYECKUX NPOABAEHUIA CUHAPOMOB XPOMOCOMHOMN HECTabUNbHOCTY;
4 NPU MOHUTOPMHIE NOC/AE TPAHCN/IAHTALMN KOCTHOFO MO3ra.

Cynpy)XecKue napbl C:

v XPOMOCOMHbIMW ~ @aHOMaNUAMMU  WUAN  HEOBbIYHbIMW  BapuaHTamu

XPOMOCOM Y NnoAa, 06HapyXeHHbIMM NPU NpeHaTaNbHOW ANArHOCTUKE;

4 NMOBTOPHbIMU BblkMAblwamu (3 n 6onee);

4 MEPTBOPOXKAEHUAMMU, HeoHaTa/IbHOM CMepTH naoaa npu
HEBO3MOXHOCTM 06c/1e0BaHMA MOPAXKEHHOTO NI0A3;

v HannumMem y pebeHKa XPOMOCOMHOW aHOMa/MM WUAN HEOoBbIYHOTO
XPOMOCOMHOTO BapUaHTa;

4 6ecrmop,|/1elv\ HEeN3BECTHOM 3TUONOTUN.

Hanuume y poacTtBeHHUKOB NaLMUEHTa:

v\ XPOMOCOMHbIX NePEeCTPOeK;

v YMCTBEHHOW  OTCTaNoCTW,  MPEeANONOXKUTESIbHO  XPOMOCOMHOTO
NPOUCXOMKAEHUA, NPU HEBO3MOXHOCTU 06CNe0BaHNS;

v\ penpoayKTUBHbIX MOTEPb, BPOXKAEHHbIX MOPOKOB Pa3BUTUA MI04A UM

MepTBOpPOKAEHNA HEACHOIO NPOUCXOXKAEHUA.



KAK 3TO AEJIAETCA?

[na aHanusa CTPyKTypbl U QYHKUMM MUTOTUYECKMX XPOMOCOM B KNeTKax
pa3paboTaHO MHOXKecTBO MeTogo0B. Bbibop meToga onpepenAaetcA KOHKPETHOM

Luenbo nccnenosaHnAa, oaHako B nobom ciydae OH COCTOUT U3 ABYX 3TAMNOB:

> nony4YyeHUA XPOMOCOMHDbIX NpenapaTos

> cobcTBeHHO aHanu3a

LiuToreHeTnyeckunit metosn obcnenoBaHMA 3aHMMaeET Beayllee MecTo cpeau
MeToA0B nabopaTopHoit ANArHOCTUKM npwu MeANKO-TEHETUYECKOM
KOHCYNIbTUPOBAaHUN W B NpeHaTa/ibHOW AMarHocTMKe. HecmoTpsa Ha 3To cieayet
CTPOro NpUAEpPKMBATLCA OOBEKTUBHBIX NOKA3aHMM AN HanpaB/ieHUsA NauMeHToB Ha
nccnepoBaHMe KapuoTtuna.

Ana  KapuotunupoBaHMA No AUMPOLMTAM MPUMEHAIOT  CTaHAAPTHYHO
METOAUKY CTUMY/NIMPOBAHMA KNETOK K [OEeNEeHUI0 C MNOMOLLbID MUTOTEHOB W

KYyZ1IbTUBUPOBAHNA UX B TEHEHUN 72 yacos.

Hanunumne cTpyKTypHbIX NEepecTpoeKk MAM YUCNEHHbIX aHOMANNMA XPOMOCOM Y
O4HOroO W3 poauTener yBENNYMBAET BEPOATHOCTb POXAEHMA pebeHKa ¢
XPOMOCOMHOM NaTO/IOTUEN.

YactoTa  HocuTene  cbanaHCMPOBAHHbLIX  CTPYKTYPHbIX  MepecTpoekK
3HauMTeNbHa W coctasader npumepHo 1:400 B nonynaumm unam 1:500 cpeam
HOBOPOXAEHHbIX. YacToTa HOCUTENBbCTBA COaNaHCMPOBAHHbIX TPAHC/IOKALMN cpeam
CYNpPYXEeCKUX nap ¢ HapyweHnem penpoayKTMBHOM GYHKUUM COCTaBAAET NPUMEPHO
1:100-1:200.

PeanbHbI PUCK POXKAEHMA KU3HECNOCOOHbIX AeTen ¢ HecbanaHCMPOBAHHbIM

KapnoTunurnom onpenenaeTca CHGLI,MCI)MKOVI XPOMOCOM, BOBJ/1Ie4YE€HHDbIX B



TPaHCAOKAUUIKO, padmepamnm TpPpaHCIOUMNPOBAHHbLIX CErMeHTOB U MOJIOM HOCUTENA.
MaKcumanibHaAa 4YacToTa PoXKAeHUA pe6eHKa C MNOPOKaMM pPasBUTUA OOCTUTaAET 40%.
3MI'IVIpM‘-IECKMﬁ PUCK COCTaBANAET B CpegHEM 14% NnPnU OTUOBCKOM HOCUTENILCTBE U

18% npun maTepuHCKOM.

[Ana 0603HAYEHUS YUCNEHHBLIX U CTPYKTYPHbIX XPOMOCOMHbIX aHOMaNWM
MCMNOJIb3YIOTCA CNeumanbHble 3HAKW, CUMBOJIbI U COKPALWLEHUsA, PEKOMEHA0BaHHbIE
MexcOyHapoOHoUl yumozeHemu4veckoli HOMEHKAamypol XpOMOCOM 4esnoseKka
(ISCN) ¢ o6a3zamenbHbIiM nosAcHeHuem oO6Hapy»ceHHol aHomanuu. AHOMaNUU
KapuoTmna MoryT 6biTb 06YC/IOBNEHbI U3MEHEHUAMM KaK YMC/1a XPOMOCOM, TaK U UX

CTPYKTYpbI.

BapuaHTbl 3anUc HOPMaZIbHOro KapuoTmna:

v 46,XY - HOPMaNbHbIN MYXCKOM

v’ 46,XX - HOpManbHbIN KEHCKUM

NAMATKA ANAa nAUMEHTOB

MaTtepuanom gns uccnengoBaHMA Yalle BCEro CAyXKMT BEHO3Has KPOBb, B3ATas
CTEPWU/IbHO C PAaCTBOPOM renapuHa B Ka4ecTBe aHTUKOArynaHTa.

MeToanKa NPUroTOB/IEHMA NpenapaToB ANA LUTOreHEeTUYEeCKOro WaneoBaHuAa
npegnonaraeT paboTy C KMUBbIMWU KNETKAaMK, MNO3TOMY BaXKHO cobntogaTb npasuaa
TPaHCMOPTUPOBKM N XpaHeHMa obpasLa.

OnTumanbHoO AaBnsaeTcA Temnepartypa 4-6°C, obpaseu, KpoBu AomkKeH 6biTb B
paBHOW CTENEHM 3alMLLEH KaK OT 3aMOpPa*KMBaHUA, TaK U OT neperpesa!

1. KpoBb Ha UccnegoBaHue enatebHO cAaBaTb NOcC/ae Npuema NULLLK

2. [lHW cAauu KpoBU: NOHeAEeIbHUK, BTOPHUK, YeTBepr, NATHMLA

¢ 9.00 po 13.00
3. CpoK UCNOMIHEHMA aHaNN3a - 2 Heaenu.

4. CtoumocTb uccneposaHus ¢ 3abopom Kposu - 3900 pyb.



LUIMTOTEHETUYECKUU AHAJIN3 XOPUOHA P 3AMEPLLEUA
BEPEMEHHOCTU

HesblHawmBaHne bepemeHHOCTM NpeacTaBnaeT cobon cepbesHyto npobaemy
B aKYLLUEPCKO-TMHEKONIOTMYECKON NPaKTUKE.

MokazaHo u4To 12-15% BCEX KAMHWYECKM YCTAaHOBNEHHbIX GepemeHHOCTeM
3aBEepLUAOTCA CaMONPOU3BOIbHbIM BbIKUAbILIEM.

OaHoM mn3 Beaywmx NPUUYMH IMOPUOHANbHOM TMbenn ABNAKOTCA aHOMaNKU
Kapuotmna. Mo 0606WeHHbIM AaHHbIM 4acTOTa XPOMOCOMHbIX aHOMaAUK Y
CaMOMPOn3BO/NbHbIX Bblknabliwen ao 10 Hepenn coctasBnAetr 65-70%, a oo 12
Hepgenn — 35-40%.

Takum obpasom, UUTOreHeTUYeCcKU aHanu3 abopTUBHOrO maTepuana npu
3amepnx bepeMeHHOCTAX U CaMOMPOM3BO/IbHbLIX BblKMAbIWEN MmeeT 6onblioe

ANarHoCctnyeckoe U NporHoCTn4yecKkoe 3Hav4yeHume.
NAMATKA ANA NAUUEHTOB

OnepauMoHHbIN MmaTepuan (XopuMoH C d¢parmeHTamnm NAoOAHOrMO AKLA U
AeumayanbHbiMM 060104KaMK) AOMKEH ObITb A0CTaBNeH B 1abopaTopuio B TeYeHue
2-4 yacoB nocne onepaumu B $U3MIOTMYECKOM pacTBope, cobntogaa ycnosuA
CTEPUIBHOCTM C CONPOBOAMTENbHbIMU [AOKYMEHTAaMW, B KOTOPbIX Heobxoammo
ykasate OPUNO, Bo3pacT matepu, CPOK OepeMeHHOCTU, XapaKTep HapyLUeHWUA.
enatenbHo, 4yTobObl Nepuoa MexKay OCTaHOBKOM pPa3BUTUA HGepemeHHOCTH U ee
npepbiBaHWEM He MNpeBblwan 2-Xx Heaenb, T. K. NPU MauepaumMm TKaHM XOPMOHaA
3aTPYAHEHO Noay4YeHne XPOMOCOMHbIX NpenapaTos.

1. ABOpPTHbIN MaTepmnan Ha UCCeA0BaHME KenaTeNbHO CAaBaTb B TEYEHUE
2-3 yacoB nocne npepbiBaHUA bepeMeHHOCTH

2. [Hu caaum - no pabounm gHam ¢ 9.00 go 15.00

3. CpOK ncnonHeHMA aHanusa 2 Heaenu.

4. CtommocTb nccneposanms - 5000 pyb.



