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M.1O. 3uasvbep’, O.M. LLlynesa’
Ypanbckas rocy1apcTBeHHan MeHUHHCKas akaneMus'
HenTpansHas ropoackas knunnyeckas 6oasHuLa No24?

Ipo6nema ompeneneuns nona 6ymymero peGenka NpeACTaRNsEeT Of-
POMHbLIA HHTEpEC He TONbLKO AUIA HMCCNemoBaTeneH, HO W 1% ponwTeneit. B
HacToAlllee BPEMA CYLIECTBYET OTPOMHOE KOJIMYECTBO METONOB HETpamMILM-
OHHOH MEIMUHHBI H Hay4HO-060CHOBAHHBIX METOIMK ONpeNeNeHH s Noa.

PonoHayansHMKaMH 3THX METORMK GLLTH KHTAALbl H 3aHEMATHCH ITHM
BOMPOCOM €1le Ha 3ape ThicaYeseTHa. CornacHo eBponedckol TeopHH 06-
HOBJICHHS KPOBH, YTOGb! CNPOTHO3MPOBaTh NON peGeHka, HYXKHO CAENaTh He-
CloXHble pacyeTsl. BO3pacT oTua Ha MOMEHT 3a4aTHsl MpeLIaraloch AEANTh
Ha 4, a Bospact Gynyiuel matepy - Ha 3. Pesynbrar NOBTOPHO MoJBepraeTcs
panxkupoBke Ha 2. Ecau ocTaTok y mambs! QOMMHHpOBal - mpennonaraics
MILYHK, €CIH Y MaMmbl - eBouka. [lanee, Hcnosnb3oBanachk Tabnuua OpesHe-
KHTAACKOTO METOAA NM1aHHPOBaHHA NoNla peGeHKa, BhIpaxeHHas B OGLIYHOM
dopmyne: (X+Y+M+3)/2, rae X - KOAMYECTBO MOJMHBIX JIET KEHIIMHBI,
Y - Mecau ee poxaeHus, M - Mecau 3a4atua peberka. Ecnn unépa nomyun-
N1ach HEYETHOMN. TUTAHHPOBANCA MAILYHK, €CITH HEYETHOM - AeBOwKa.

MenuunHCKHe METOAMKH IU1aHHPOBAHMA, OCHOBaHbI Ha COPTHPOBKE
MYXCKHX Y-XpOMOCOM H XeHCKHX X-XPOMOCOM, BKJIIOYIH ONpeaeieHue
THMA XPOMOCOMBI MOCPEACTBOM CMEMHATLHOrO aHanH3a, CrepMaTo30HAbl B
3aBHCHMOCTH OT MNOJIa OT/HYAIHCh OKPackoi pacTBOpa M pasfessiuch nase-
pom. K ToMy, ke B HEKOTOpbIX eBpPOMEHCKHX CTpaHax, a Takxke B SIMOHHH,
ABcTtpanuu, Kanane n UHanun MeAHUMHCKHE METONHMKH IUIAaHHPOBAHHA Mofa
pebeHka 3anpellieHbl Ha 3aKOHOAATENLHOM YPOBHE H3-3a HapylleHHs Ganah-
Ca W PeJIMTHO3HLIX HAecoNorHi. Metoa onpesenenua nona no meromy Yec-
TepmeH-Ounnnca 1 MapTtuHa SlHra OCHOBBIBAICA Ha pa3HHUE B Macce H
MOABIXHOCTH XpOMOCOM: Y-CnepMaTo30HAL! OLEEHHBATHCH Jerye, ObicTpee H
TIOABMXKHEE, HO CYMTANHCh MeHee XHBYYHMHM X-criepMaTtosonnos. U3 atoro
CNIEROBAIO, YTO MAIbYMKA MOXKHO 3a4aTh B ACHb OBYJIALMH, a AEBOUYKY HYX-
HO MPOH3BOAMTSD 32 2-3 AHA 10 OBYJIALIMH.

Meronuka lOpusa >KapkoBa B Jieue6HO-03NOPOBHTENIBHOM LEHTpE
M3 P® yTBepxaana, 4To 3a4aTHe A€BOYKH MPOHCXOLHT MOC/E BO3AEPKAHHA,
a 3ayaTHe MalbyMKa- MPH YacThIX MOJIOBLIX aKTax M OCHOBaHa Ha 6onee Gbi-
CTPOM CO3PEBAaHHH MYXKCKHX CnepMaTo30unos. [lanee, B IHCKYCCHIO O NPH-
HAIJIEXHOCTH K MOJTy BCTYNaloT (paHiy3bl yTBEpXKIAAlOLUHE, YTO HA MOA pe-
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6eHka MOXHO MOBJIHATH MHTaHHEM. [[Ba Mecslla 10 INaHHPYEMOH aThl MaMa
LOJ1XKHA NMPUAEPXKHUBATLCA CTPOroH NHETHI, ynotpebass kaprodens, Mico, Ha-
HaHbl, TpHbBl, anenbcuHbl, PHHHKH. PeKkoMeHNYeTCA yBEAHUHTH KONHYECTBO
conu. M3 pauroHa HyXHO 06GA3aTeNIbHO MCKITIOYHTL MOIOKO M MPOMYKTH H3
HEro, ChIpylo Kanycry, Opexy, crnapxeByio ¢gaconb M 3ejeHblii canar. Ynor-
pebiieHHe MOJIOHHBIX MPOAYKTOB, GakiiakaHel, CBEKITY, OTYpLbl, ropoliek,
JIYK H Tepel — peKoMeHIyeTca MpH aeBouke. OTkasaTbCs NMPHAETCA OT Jiio-
6bIx 3k30THYeCKHX (pyKTOB, KapTOodesns H caHB. COrNacHO CTaTHCTHKE, TOY-
HOCTb pe3yjbTara npesbimaetr 80%. [Ncuxuatp w3 Yexun Oiiren Homuac
NpeanooXui, 4To Ha nos pebeHka BIHAET 3HaK 304HaKa, B KOTOPOM Haxo-
autcsa JlyHa B MOMeHT 3a4aTHA. Ecnn oHa nepemelaeTca no 3Hakam Boxsi u
3emuH (CkopnnoH, Kosepor, Pui6bl B Teneu, Pak, [lesa), To 6yner aeBouka.
Ecnu e oHa HaXxOAMTCA B 3HaKax BO3XYIIHOA M orHeHHoH ctuxu#t (OseH,
Crpenen, Jles u Becwl, Bogoneit, ban3Hewnt), To oxunadite nospieHHs Ha
cBeT Manbunka. CrielHanHcThl roBopAT 0 98% NONOXHTENBHBIX Pe3y/bTaToB.
U ewe n3secTHa Macca OpyrWx METOAMK (METOOMKA TEMNEPAaTYPHOTO BIIMA-
HHA, HacNEeACTBEHHOCTb, JHEPreTH4eCkHH MOTeHLMa, pasHHLA BO3pacTa
CYnpyros, KypeHHe, HanWiHe noaarps! U Apyrux 3abosesaHHit) onpenensio-
LIHX MO/ YesTOBeKa.

Komnauua «lLleHTp reHeTHYeCKHX MCCAEROBAHHHA» HA MNPOTDKEHHH
MHOI'HX JIeT TIPeNOCTaBAAIOILAA YACTHBIM NHLUaM 1o BceH Poccur ycnyry no
ofnpeneneHHI0 nosia pebeHka, ABNAETCA OQHLUHANBLHLIM NPENCTaBHTENEM H
MapTHEPOM KpPYNHBIX HMEHHTHIX 3apy6bexHeix JlabGopatopuii: Kopnopauuu
Health Genetic Center corp. (r. Topoxto, Kanana) # DNA Diagnostics Center
(r. ®atipduna, CLIA). Tect onpenenelns nosa pebeHka NPOM3BOAKTCA Ha
paHHHX cTaanax GepemeHHocTH. K TOMY, ke HMeeT 3HaueHHe - He HHBa3HB-
Hoe onpeneseHHe nona pebeHKa NO KPOBH MaTepH € TOYHOCTLIO 99,9%. [ins
HCCJIEI0BaHMA NOCTATOYHO MPEAOCTABUTH 06pa3silbl BEHO3HOH KPOBH MAaTepH,
B3ATOH B COOTBETCTBHH C YCTAHOBJIICHHON HHCTpYKLHEH.

K coxaneHmo, He BCe M3 MEPEUNCNICHHRIX METONOB ABJIAIOTCA AOCTO-
BEPHBLIMHM H AOCTaTOYHO 3()(EKTHBHBLIMH, @ T€ METOIbI, KOTOpble ABJAIOTCA
OOCTOBEPHBIMH YAacTO NOPOrOCTOAILLAE HIH HE MOTYT HCNOJB30BATLCA CaMo-
CTOATENBHO NauMeHTaMH Ge3 momoun Bpaia. M TeM, HH Menee, Hanbonee
OOCTOBEPHBIMH METOAAaMH ABNSIOTCA: BHYTPHYTpoGHOe noseneHue pebenka,
cepauebuenne, Y3H. B surepatype naHHbie no pa3spaboTke W BHEHPEHHIO
HOBBIX METOAHMK A onpelesieHHs nona 6yayiero peGeHxa pa3HoobpasHbl H
NPOTHBOPEYHBHI.

Hamu, Ha 6ase rHHEKONIOrHYECKOTO OTACNEHNA H XKEHCKOH KOHCYJIbTa-
une#t MBY LI'KB Ne24 Gbuto mpoH3BenieHO KIMHHYECKOE HMCMBITaHHE TeCT-
cucteMb! «Tect Moy ana onpeneneHns nona pebexxa no Moue MaTepH.
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Uentb10 1aHHOTO HCCNEnoBaHHA 6bLTa oleHKa HBHEKTHBHOCTH HCMOJb-
30BaHHA TECT-CHCTEMBI «TecT-no» ans onpeneneHus nona peGenka no Moue
MaTepH B yCNOBHAX KPYINOCYTOYHOr® CTauHoHapa, nabopatopuu, B amMGyna-
TOPHBIX YCNIOBHAX, @ TAKXKE CAMOCTOATENLHO MALMEHTAMH.

Marepuanel u meTonabs. B npocnexTHBHOE HccnenoBaHme GO BO-
BeYeHo 100 GepemerHbIX XKeHIUHH, HAXOLALMXCS Ha CPOKAX OT 6 10 34 He-
nenb GepementocTH. Onpenenente nona pe6erka NPpoBOAKIOCH MPH MOMOLIH
TeCT-CHCTeMbl «TecT-non» B ycnoBuAX KpyrnocyTouHoro craunoHapa, na6o-
patopuH, B aMOy1aTOPHBIX YCNOBHAX U CAMOCTOSTENbHO NaUHEHTAMH.

Beem 100 naunenTkam GLUTH BbINAHbI TECT-CHCTEMBI H JIEYALIMMH Bpa-
4amH 00BACHEHB! PAaBHIA I10J1b30BAHHA TECTOM.

Tlepen npoBeieHHEM HCTILITAHHS C NeYalMMH Bpayamu 6bL10 npensa-
PHTENIBHO NPOBENEHO 3aHATHE C HeMbI0 O0y4eHHS NpaBUNaM MNONL30BaHHA
TecTa. B kauecTse OCHOBHOrO HHGOPMALUHOHHOIO HCTOYHMKA 6bUIa HCNONb-
30BaHa «MHCTPYKIMA MO NPHMEHEHHIO» TECTa, KOTOpas N0 NOMAHOTE M CO-
IEPXaHHIO OTNHCATeIbHON YaCTH H WUTIOCTPALMii AOCTATO4HA A CAMOCTOS-
TEJILHOTO H3y9eHHs NMPaBWI HCMOB30BAHMS TECTa.

VKOMILIEKTOBaHHOCTb NIpENOCTaBNEHHBIX 00pa3uos Tecra Gbuia non-
HOW H COOTBETCTBOBANA ONMHCaHHIO. Kax b KOMIUIEKT ¢ TeCTOM BKUTIOYAN B
ceba racTHKOBBIA YHCTHIA cTakaH ana cbopa MouH emkocTeio 100Mn, TecT
(6aHouky ¢ peareHTOM) M 3THKeTKO# «J[eBOouka» Ha ONHOM CTOpOHE H
«Manbuuk» Ha Apyro#l, nosaTop (IINpHUL), HCIIONB3YEMBIR A1 c6opa MOYH H
NepesHBaHHA €€ B TECT eMKOCTbI0 20MJ1 H HHCTPYKUHIO MO MPHMEHEHHIO.
Kaxabiii TeCTOBLIH KOMIUIEKT yMakoBaH B OTHENbLHYIO KapTOHHYIO KOPOOKy.

Ouenxa >¢pdexTnsHocTH TecTa «TectTlom wia onpenenexus nona peben-
Ka MpOBOHIACh MyTeM CPABHEHHA PedyJIbTATa BBITIOHEHHONO TECTa, € PesyJib-
TaToM onNpefieNieHus nona Gyayiuero pebeHka naumeHTkH no Y3H Ha cpokax 22
# 32-34 Hepeny GepeMEHHOCTH, a TaloKe N0 HeX0aM 6epeMEHHOCTH.

PesynbTaThy # 06¢cyxaeHne. Hccnenosanne NnpoBoAWIock B ABa 3Tana.
Ha nepBom 3Tanie pe3y/bTarhl TeCTa CPABHHBATH ¢ pesynbratamu Y3H, a Ha
BTOPOM 3Tane ¢ HcxoaaMH GepeMeHHOCTH. [1pu npoBeAeHHH MEAHLHHCKOTO
HCNBEITaHHA ¢ NOMOLbIO TecT-cHcTeMbl «TectIlom s onpeneneHus nona
pebenka no Moue Marepu 6sU10 nonyyeHo 100 pesynbratos. B 93 cyyasx
PESYNIBTAT TECTa coBNan ¢ pesynstaToM Y3H naumeHTKH Ha cpokax 22 u 32-
34 Hefenu, TOYHOCTD HcnbiTaHuA TecT-cucTeMbl «TectIlom coctasuna 93%.
B 90 cyuanx u3 100 pesyabTaT TecTa COBMan ¢ McxoaaMH pooB. TouHOCTh
HCNILITAHUA B NAHHOM Ciiyuae coctaBina 90%.Cpenunit BO3pacT MalHEHTOK
coctapnan 30-35 ner. ‘

Oco6oMy ananusy NMOOBEPIJIACH PYNNa XEHIUHH, Yy KOTOPEIX pe3ysb-
TaT Tecta He coBnan ¢ pesynstatamu Y3H (7 uenopek H3 100) ¥ ncxonamu
ponos(10 yenosek u3 100).

m



Haputunow nj»gpicr
11110Tb108a»M1C<T A}
L]

Puc. 1 MpuynHbl HECOBNaJEeHNs pe3ynbTaToB TecTa ¢ pesynbTatamu Y3
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Puc. 2. MpuunHbl HeCOBNaAeHUs pe3yNbTaToB TecTa C UCXoAamu GepeMeHHOCTM



TlpH aHann3le NpPHUMH HECOBNANEHMA GbUIM BHIABNEHH CRELYIOLIME
NPHYUHBL TOPMOHANbHBIE HAPYIUEHHs BCJENCTBHE 3a00N€BaHMA UIMTOBHMI-
HOM xene3bl (A0 1 cay4aio), runepanaporenus (o |1 ciywarwo), npueM npo-
TreCTOT€HCOAEPXALUNX MPEenaparos, MPHEM aHTHOHOTHKOB, HapyUIEHHE YCIIO-
BHA MCNONB3OBAHNA TECTA Ha BCEX dTanax. CledyeT oTMETHTDb, YTO y BCeX
XEHUIHH, HCMONb30BaBLIMX TECT, H Y KOTOPLIX Pe3ynbTaT TeCTa HE COBMAN C
HCXONaMH, MMEIOTCH MEpUHATanbHbie NOTepH B aHamHese. [lomumo 3TOTO
onpenesieHHbIE TPYAHOCTH MOTYT BOSHHKHYTb MPH MHTEPNPETAUHH pe3yNib-
TaToB TECTa, MOCKOJIBKY TECT-CHCTEMA MPELyCMaTPHBaeT CaMOCTORTENbLHYIO
BU3YaJIbHYIO HHTEPMPETALIHIO Pe3ynbTaToB TecTa MalHenTkoil. Co3naunne co-
oTBeTCTBYIOMEH 06CTAHOBKH ¢ HEHTPAILHBIM CBETOM MOXET BbI3BaTh TEXHH-
YyecKHe TPYAHOCTH B aMOynaTopHbiX ycnosuax. K AOMOMHUTENbHBIM OrpaHH-
YeHHAM OTHOCAT 3ampeT HCMOJb3OBAHUA TECT-CUCTEMbl MPH CHHAPOME
Llreiina-JleBeHTans, MoOYEnmoNOBbLIX H BHPYCHbIX HMHGMEKUHH, B TeueHHe
48 yacoB NoOCJe HE3AWHIIEHHBIX MOJIOBBLIX KOHTAKTOB.

B Xo0/le MEIMUMHCKOIO MCMbITAaHMA HE BBIABIEHO Kakux-1H6o no6ou-
HBIX PEaKLUMH H OCNONKHEHHH, CBA3AHHBIX C HCMONB3OBAHHEM TECT-CHCTEMbI
«Tectllom.

BuiBoas!

Tect-cucteMa «TecT-non» 3¢ dexTHBHA NMpH ONPEEeHHH nota pebeHka
N0 MOYe MATepH, H OKa3anach IPOCTa B HCIO/IL30BAHMH, IOCTATOUHO HANEXHA
1 ynoGHa B yc0BHAX 1aGopaTopHH, B YCNOBHAX KPYT/IOCYTOYHOTO CTallMOHAPA,
1 B amM0ynaropHOM mpuMeHeHHH. JIomycTitMa MpH CaMOCTOATEJIBHOM HCIOJIb-
30BaHMH GepeMEHHEIMH 118 onpeneseHuA nona peGeHka Ha mobbIx cpokax Ge-
PEMEHHOCTH (HauHHas ¢ 6 Henesn GepeMeHHOCTH).



