OT3bIB
OOULIMAJIBHOI'O OIIIIOHEHTA
Ha JuccepTannoHHyto padboty I'ontaps KOmuu BuxkropoBHbI
«lluToreHeTn4ecKue XapaKTEPUCTUKU Pa3HBIX OHTOICHETUUECKUX JTAIlOB YEJIOBEKA B PAMKAX
BPT», npencrasieHHy0
Ha COMCKaHME YYCHOH CTEeNeHM KaHAHuaTa OMOJIOTMYHHUX HAayK

no crnenuaiabHocTd 03.00.15 — reneTuxa

AKTyaJIbHOCTh BBIOpPaHHOW TeMbl. BcromorarenbHble pPENpOayKTUBHBIE TEXHOJIOTHUHU
(BPT) — 3T0 OTHOCHTENIHLHO HOBas 00JacTh MEAMIMHBI PENPOAYKIHMH. Pa3paboTka JaHHOMN
CHUCTEMBl CTalla BO3MOXHOH Omaromapss ¢yHIaMEHTalbHOM paboTe OPUTAHCKUX YUYEHBIX
Onapjaca u Crenroy. biaarogaps ucnonb30BaHUIO 3TOM TexHoaoruu B 1978 r. ponuics nepBbli
pebenok Jlymza bpayn. BO3 mnpusnaer BPT cambiM 3((EeKTHBHBIM METOAOM JICUCHHS
Ooecrutomus. B mupe exeromno mo 700 ThIC. Cynpy»XeCKHX Tap JCYHUTCS OT OecIriomus ¢
MOMOIIBIO SKCTPAKOPIOPAIBLHOTO OruiofoTBopenus. [lo gannbiM nutepatypsl B 2002 1. ObLIO
OTMEYEHO PpOKJICHHE MWIUIMOHHOTO peOeHKa, 3a4aTroro ¢ TMOMOMIbIO JAaHHOTO MeETOoJa.
KonuyectBo map ¢ GecrioiueM eKeroiHo BO3pacTaeT BO BCEM MHpPE, B TOM YUCIIE U B YKpauHe.
Kak wu3BecTHO, mNpUYMHON HapylleHUs HMIUIAHTALlMM, CIOHTaHHBIX a0OpPTOB WK
MHOECTBEHHBIX TIOPOKOB  pa3BUTUS  IUIOAA  3a4acTyl  SBIBIOTCA  KOJIMYECTBEHHBIC
XPOMOCOMHBIE aHOMAJIMH, BO3HUKAIOIINE HA PA3IMYHBIX CTAIUSIX Pa3BUTHS raMeT U YMOPHOHOB
BCIIEJICTBUE aHOMAJIbHOI'O MEN03a, KPOCCUHIOBEpa, AUCIIEPMUU U T.1. B 3TOM CBA3M aKTyaJIbHBIM
ABJIIETCS YIJIyOJICHHBIM aHalu3 4acTOThl U CIEKTpa XPOMOCOMHBIX HapyILIEHUIl Ha pa3HbIX
JTamax pa3BUTHUSl 4YeNIOBEKa, TaK Kak IOJy4deHHas HHQOpManus TMO3BOJIUT OLEHUTH BKJIAJ
[UTOTCHETHYECKUX aHOMAlMi B ATHOJOTHIO OECIUIOAus, B TOM 4YHCIe MyXkckoro. Tak, B
COOTBETCTBUHM C o(uimanbHoi craTcTukoi, B 2012 r. 3apeructpupoBaHo moyTH 12 ThIC.
CIIy4aeB MYXKCKOTO OecIuiofus B YKpauHe.

Kak ykazaHo Bblllle, B peUICHWH JaHHBIX MpPOOJIEM IOMOTalOT BCIIOMOTraTeNbHbIE
PENpPOAYKTUBHBIE TEXHOJIOTHH, OJaroaps KOTOPbIM BO3MOKHO MPOBECTH XPOMOCOMHBIN aHATN3
paHHuX 5MOpHOHOB. Takoi NPEUMIUIAHTALMOHHBIA  CKPUHMHT  TIO3BOJIAET  OTCESThH
aHEYTJIOUIHbIE SMOPUOHBI, MPEAYNPEXIasi UX UMILIAHTALUIO0, CAMOIPOU3BOJIBHOE MPEPBIBAHNE
OEpEeMEHHOCTH U POXKJECHNE PEOCHKA C TTATOJIOTUECH.

YuuThiBas BBIIEU3I0KEHHOE W TMPUHUMAsh BO BHUMaHUE JeMOTpadUUecKyl0 CUTYallUiO B
VYkpaune, tema auccepraimu ['ontapp FOnuu BUKTOpOBHBI, HampaBieHHas Ha pa3pabOTKy

[IUTOTCHETHYECKAX XAPAKTEPHUCTUK CIIEPMATO30UI0B, KIETOK PaHHUX SMOPHOHOB, abOPTYCOB,



Pa3BUBAIOMIIMXCS TIJI0JIOB, a TAKXKE JIUIIL, JICYUBIIUXCS OT Oecruioaus ¢ momoisio BPT, asisercs
Ype3BbIYATHO AKTYAJIIbHON B HAYYHOM M MMPAKTHYECKOM ACTIEKTaX.

JluccepTallmOHHOE  MCCIEIOBAaHME  BBIOJHEHO B paMKax IUIAHOBBIX  HAYYHO-
uccienoBatensCkux pador I'Y «HamuoHanbHBI Hay4YHBIH MEHTP pPagUallHOHHOW METUITMHBI
HAMH Vkpauns»  «MccnenoBanne (akTOpoB JKEHCKOTO M MYXKCKOTO OecIuionus B
OTHaNIEHHOM TMepuoje Tmocie aBapuu Ha YepHoObLIbCKOW ADC» (HOMEp TOCperucTpanuu
0111U000755) 3a mepuom 2011-2013rr., a Takke XapbKOBCKOIO HAIMOHAIHLHOIO
yHuBepcurera nMeHn B.H. Kapasuna «/3ydyeHune KIMHMKO-IATOr€HETUYECKMX MEXaHU3MOB
pasButus HeAUPPEPESHIUPOBAHHON IUCIUTA3UN COCAMHUTEIHHOW TKAHU B PEMOJICITHPOBAHUHI
3JIACTUYHO-TKAHHBIX CTPYKTYp OpraHm3Ma denoBeka» (Homep rocpeructparuu 0112U001027)
3a nepuon, 2014-2015 rr.

Pabora m3nokeHa B TpaJAWIIMOHHOM CTWiIE€ Ha 174 CTp. MEYaTHOTO TEKCTa M COCTOWT W3
BBeJICHUS, pa3aenoB «O030p U aHaIU3 JIUTEPATypb», «MaTepuanbl U METOJIbl UCCIETOBAHUS,
«Pe3ynpraThl HcclIenOBaHUNM W WX OOCYXKIEHHE», 3aK/IIOUEHUs, BBIBOJIOB U CIHCKa
WCIIOJIb30BAaHHBIX MCTOYHUKOB JIMTEPATYpbl, KOTOPbIA comepx uT 220 HauMEHOBAHWM, cpeau
KOTOpbIX 178 — 3apyOexHbIX aBTOpOB. Jlucceprauus wunoctpupoBaHa 35 tabmunamu u 36
PUCYHKAMH.

Bo BBeneHum mnpencraBiieHbl Bce 00513aTE€IbHBIC CTPYKTYPHBIE KOMIIOHEHTBI JUCCEPTAIIHH.
O6ocHOBaHa aKTyalbHOCTh TE€MbI HCCJENOBaHUS, cHOpMyIHpOBaHBI Iesib U 9 3amay Ul ee
JOCTH>KCHMS, Hay4HasT HOBU3HA, TEOPETUUYECKOE U MPAKTHUYECKOE 3HAYEHUE IOJTYUYEHHBIX
TaHHBIX Pa0OTHI, CBEJACHUSA O MEPCOHATBHOM BKIIAJE COMCKATENs, ampoOaluu U IMyOIUKaIuu
pe3yJIbTaToB.

Pazgen «O0630p autepaTypbi» u3ioxkeH Ha 23 ctp. Couckarenb BBIACISIET OCOOCHHOCTH
KapuoTHIla TAIMeHTOB C HapylleHHeM (epTUIbHOCTU, TsDKEeIbIMU (opmamu Oecruionus u
3aKJIF0YAET, YTO ... MOJYYCHHE 3JI0POBOTO MOTOMCTBA B TOJOOHBIX CIydasX BO3MOKHO JIHIIE C
npumeHenneM BPT.»; Hapsany ¢ TpagumoHHON cCriepMOrpaMMoOM, COMCKATENb OMMCHIBAET TAKUE
JTUAarHOCTHYECKHE MeToAbl, Kak ompezaenenue ¢parmertanuu JIHK cnepmarozonmos, uucia
aHeymiuouauil B HUX MetoaoM FISH, a Taxke OlleHKY 3pesocTH IMOJIOBBIX KJIETOK B ISIKYJATE.
HeranbHo omucaHa cBsi3p creneHu ¢parmentanuu JIHK cnepmaro3onzoB ¢ amonTosom,
MOBBIIIEHUEM YaCTOThI CAMONPOU3BOJIBHBIX BBIKUBIIICH, BIUSHUE OKCUIATUBHOTO CTpecca Ha
deptunbHOCTh. [ToapoOHO MpoaHanTU3UPOBaHbl PE3YyJIbTAThl IUTOTEHETHUECKUX UCCIEIOBAaHUM B
JOMMILIAHTAIIMOHHOM M TpEeHaTalbHOM mepuojgax u T.4. JKemarenbHo ObUIO ObI HEMHOTO
BHUMaHUs yAEeNUTh wucrtopud pasButus BPT, a rtakke BausHuio YepHOOBLIHLCKOTO

paauanoHHoro (¢akropa Ha (epTWwIbHOCTh. JlaHHBIA pa3ien 3aKkaHUYMBACTCS peE3lOME, B
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KOTOpPOM, Ha Hall B3MJIAN, HE XBaTHWIIO YOEIUTEIBHOCTH B OOOCHOBAaHWHM YpE3BBIYAHHON
aKTyaJIbHOCTH TeMbl paboThl. [1o TekcTy BeTpeuaroTcs HEKOTOPBIE OMEYaTKH U CTUIIMCTHYECKHE
MOTPEUIHOCTH, KOTOPBIE HE BIUSAIOT Ha MO3UTUBHOE BOCHIPHUITHE 3TOTO pa3jiena.

Paznen «Martepuanbl m MeToabD» n3okeH Ha 17 ctp. IlpencraBnena ncyeprbiBaronias
UHPOpPMALUs O METOAAX HCCIEAOBAaHMS, KOTOpPhIE OBLIM HCIIOJIB30BaHBI B pabOTe: METOAMKA
KyJIbTUBHPOBaHUS JUMGPOLUTOB Mepudepruueckoil KpOBM U TMPUTOTOBJICHUS IMpEnapaTroB
MeTada3HbIX U HUHTEP(a3HBIX KIETOK, METOAMKA KyJIbTHUBHPOBAHUS KJIETOK aMHHOTHYECKOU
KHUAKOCTH, NMPSAMOM METOJ MOJIy4EHHs MpEernapaTtoB XpOMOCOM M3 BOPCHH XOPHOHA, a TAKKE C
IpeBapUTEIFHBIM KYJIBTHUBUPOBAaHMEM, OKpacka IMTOTeHeTH4Yeckux mnpemapatoB G- u C-
METOJOM, HWCCIIeJOBaHWE aMHHOTHYecKol kuakoctn FISH-mMeromom, wmomekymsipHo-
[MUTOTEHETHYECKOE HCCIeAoOBaHue crepmaro3onaoB FISH-metomom ¢ mpenBapuTenbHOM HX
JEKOH/ICHCAIIMEN, METO] MPEUMIUIAHTAIIMOHHON TeHETHYECKOM TUAarHOCTUKH Ha OlacToMepax u
npodakronepme, Meron ompeneiaeHus creneHu ¢parmeHtanuu JHK cnepmarozonnos,
AQHUJIMHOBBIM TECT C LEJIbI0 OLIEHKM CTENEHW KOHJACHCAIMM XpOMaTHHA CIEpPMaTO30MIOB H,
HAKOHEI[, OMpENEeICHUs YPOBHA HX OKCHIATUBHOTO cTpecca. s oO0paboTku pe3yiabTaToB
UCCIICIOBAaHHI UCTIOIBb30BaHbl CTATUCTHYECKUE METO/IbI. YKa3aHO MPOrpaMMHOE 00eCTIeYeHHE.

[Momydyenue mepBUYHON MHPOpPMAIUU M JIAOOpATOPHBIC HCCIIEIOBAHUS MPOBOAUINCH Ha
6aze «Memuuuuckoro tneHtpa WIP». OOmee KoamyecTBO NpoOaHAIM3UPOBAHHBIX 00pas3IoB
coctaBwio 8 663. Bce BBIIEOTMEYEHHOE CBHJICTEIHCTBYET OO0 OTPOMHOM, KPOIOTIMBOW W
CIIOXKHOU paboTe, MPOBEACHHON coucKareraeM (3TO KacaeTcs, MPEXIE BCEro, TPYAOEMKOTo
IIUTOT€HETHYECKOTO aHajii3a, ero o0bemMa), a TakkKe O JOCTOBEPHOCTH MOJYUYCHHBIX JaHHBIX. B
TOM IUIaHE BBINOJHEHHas palboTra yHHMKanbHAa. CreHapuil BBINOJIHEHHOTO MaclITaOHOIo
CHUCTEMAaTHYECKOTO IIUTOI€HETHUYECKOTO HCCIEAOBAHUS BOCHPHHHUMAJCS Obl C emle OOIbIINM
UHTEpPECOM, eclii Obl B TOM pasjiesne Obula mpeacTaBieHa Tabuuia, B KOTOpO# cojepkanach Obl
OCHOBHasi HHGOpMaIIUs 0 Tpynmnax o0ciae0BaHus, METOAaX U 00bEME UCCIICIOBAHUIA.

Paznen «Pe3yabTaThl MCCIe10BaHUH M UX 00CY:KIeHHMe» H3JI0KEH Ha 88 CTp. U COCTOUT
n3 5 moapazaenoB. Kaxnaplii mojpasiesl HauMHAeTCsd C KPaTKOM aHHOTAlMM, YTO YJIy4IlaeT
BOoCcTpusATHE (PakTUUeckoro matepuana. [I03UTHBHBIM B M3N0KEHHH (HAaKTUYECKOTO MaTepuasa
SIBJISIETCS] TO, YTO COMCKATEIb COMOCTABIISIET €r0 C JAaHHBIMH JIUTEPATYPhl HA MPOTSHKEHUU BCETO
TEeKCTa, OOCYXJaeT M (QOpMHUpPYET CBOIO TOYKY 3pEHMsSI Ha BBIABIEHHbIE OCOOEHHOCTU
LHUTOTCHETUYECKUX  XapaKTepUCTUK  CHEpPMATO30MJI0B. ABTOp IOKa3aja, 4YTO CpelIu
o0crnenoBaHHBIX Map ¢ OecruioaueM Hanbosee YacTo BCTPEYAOIIEHC XpOMOCOMHOM aHOMaIuen
ObLIIa MHBEPCHSl, CPEU MOTUMOP(PHBIX BAPUAHTOB YBEIUUYCHNUE CITYyTHUKOB U CITYTHUYHBIX HATEH

AKpOLIEHTPUKOB, YBEIMYEHUE FE€TEPOXPOMATUHOBBIX PAaHOHOB ayTOCOM. DTO CBUAETEILCTBYET O
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TOM, YTO TPU YCTAHOBJIEHUM 3THUOJIOTMM OECIIoNusi HEOOXOAMMO MPOBOJIUTH HCCIEAOBAHUE
KapHOTHIa CyIpykKeckoi mapbl. CyleCTBEHHBIM Pe3yJIbTaTOM pabOThl SBISETCS BBIBOA O TOM,
YTO TMOBBILIEHHBIH YypoBeHb (Qparmentanuun JHK cnepmarozonnoB okxasbsiBaeT Ooliee
HETaTUBHOE BIMSHUE Ha MOP(ONOTHI0O SMOPHOHOB IO CpPAaBHEHHIO C HMX AaHOMAaJIbHOU
KOHJEHCAallUe M MOKazaTelsIMH aHeyIuiouauu. B pabore BbIsBIEHA MmpsiMas CBSI3b MEXKIY
BO3PAaCTOM MaTe€py U YUCIOM OOHApyKEHHBIX XPOMOCOMHBbIX aHomanuil. Ilo pesynabratom
NPEUMIUIAHTALIMOHHOTO T€HETUYECKOI0 CKPUHHUHIA YCTAaHOBJIEHA 00paTHasi 3aBUCUMOCTh MEKIY
BO3PAaCTOM MAI[MEHTOK M KOJMYECTBOM ASMOPHOHOB Ha IUKJI. VIHBIMU CJIOBaMH, 4YeM BBIIIE
BO3PACT JKEHIIWHBI, TEM MEHbBIIE SMOPHOHOB MOXHO TOJYYUTH TIOCIE OJHOW CTUMYJISAIIUH.
ApryMeHTHpOBaHa 11€J1eCO00pa3HOCTh MOBTOPHOM JUArHOCTUKH SMOPHOHOB Ha 5 CYTKH TOCIE
OIJIOJOTBOPEHHUsI M HEOOXOIUMMOCTh MPOBEACHUS MPEUMIUIAHTAIIMOHHONM TI'€HETHYECKOM
JUArHOCTHKY Ul JKEHIIMH BO3pacTHOM rpymnmsl ctapuie 35 ner. Ha ocHOBaHMM NpPOBEAEHHBIX
UCCJIEIOBAaHUM COMCKATENlb apryMEHTUPOBAHO PEKOMEHYET NpHU IUIAaHUPOBAHUU OEPEMEHHOCTU
YAEIATh NPUCTATIbHOE BHUMAHUE (PU3HOIOIMYECKOMY COCTOSIHUIO HE TOJIBKO JKEHCKOrO, HO U
MY’>KCKOTO OpraHu3Ma U MPOBOAMTH KOMILJIEKCHYI) OLEHKY HECKOJbKUX KaueCTBEHHBIX
XapaKTEpUCTHK CIIEPMATO30MI0B.

Cdhopmynupoano 10 BEIBOJIOB, KOTOPIE TIOJTHOCTHIO OTPAXKAIOT PEUICHHE TOCTABICHHBIX 9
3a7a4 ¥, TakuM oOpa3oM, [OCTH)KEHHE LEeNM HCccieloBaHusA. B mepBoil CTpoke BBIBOJOB
JKeJlaTeJIbHO ObLIO yKa3aTbh, YTO 3TO «HOBOE pEIIEHUE aKTyaJabHOH 3aj1auu...». [IpeacraBneno 6
Ype3BbIYafHO BAXKHBIX JJIS1 MEJUIMHBI U PENPOAYKIUH MPAKTUYECKUX pekoMeHaanui. [louemy
Obl HE 0(OPMHUTH UX B BHJIE METOAMYECKHX PEKOMEHIAIMH U, TAKUM 00pa3zoM, yTBepAuTs M3
VYkpaunpl? 9TO 0JHO3HAYHO MOBBICUIIO ObI IPAKTHUUYECKYIO LIEHHOCTh padOThl M CLIOCOOCTBOBAJIO
BHE/IPEHUIO MTOJYYEHHBIX PE3yJIbTaTOB B IPAKTUKY PENPOTYKTUBHBIX KIMHUK.

ABTOpedepaT MoJIHOCTHIO COOTBETCTBYET COAECPIKAHUIO AUCCEPTALMOHHON pabOTHI.

Ilo matepmanam mucceprauuu omyOiumkoBaHO 24 pa®oTbl, B TOM uHcie 6 craTeil B
CHEIUAIM3UPOBAHHBIX  HAYYHBIX  M3JAaHUSAX  YKpaWHbl, 2— B  HMHOCTPaHHBIX
CHELMATU3UPOBAHHBIX HAyUYHBIX U3IAHUAX, 8 — B JAPYTHMX HAay4HBIX M3JaHUsX, Pe3ynbraTsl u
Hay4HbIE [10JIO’KEHHs pabOThI aTpOOMPOBAHBI HA OTEUYECTBEHHBIX U 3apyO0eKHBIX (popyMax.

Hayuynasi HOBH3HA NOJIyYeHHBIX Pe3yJIbTATOB.

BrniepBble onpesienieHbl XpOMOCOMHbBIE AaHOMAJINH, SIBIISIOIINECS 3THOJIOTHYECKUM (PaKTOPOM
pa3BuTHs TpyOHOH OEpEeMEHHOCTH U MPHUBBIYHOTO HEBBIHAIIMBAHMA. BriepBble BbINOJIIHEHA
KOPpPEKTHas OLIEHKA BIUSHHUS KOMIUIEKCA XapaKTEPUCTUK CIIEPMATO30MJIOB, I1OKa3aTeNn
KOTOPBIX JOCTOBEPHO TMPEBBIIIAIOT 3HAYCHHUS HOPMBI, Ha MOPQOJOTHI0 M SYIUIOUIHOCTD

SMOpHOHOB. BpIsIBI€Ha YacToTa pacHpOCTPAHEHHBIX M PEAKUX (HYUIMCOMHM, TETPacOMMIL)
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AQHCYIUIONIMH B JOMMILIAHTAIIMOHHBIX 3MOpHOHAaxX mo xpomocomam 13, 16, 18, 21, 22, X/Y.
Bnepsrie B YkpawmHe mokazaHa M 000CHOBaHAa 3(PPEKTUBHOCTh MOBTOPHOW JTHAarHOCTHKH
JOMMILIAaHTAIIMOHHBIX SMOPHOHOB Ha CTauM OJACTOILMCTHI HA MATHIE CYTKH C 1EIbI0 BBISBICHUS
MO3auIM3Ma U COXPaHEHUS OTEHIIUAIBHO 3YIUIOUIHBIX SMOPHUOHOB.

[Tosyuennsie KOnueit BUKTOpOBHOW NaHHBIE PAcIIUPSIIOT COBPEMEHHBIE MPEICTABICHUS O
pPOJIM XpOMOCOMHBIX aHOMAJIM B HapylIeHUH (epTUIHHOCTH YenoBeka. JlanHble paboThl U UX
WHTEpOpETalMsl  OTKPBIBAIOT MEPCHEKTUBBI Uil JaJbHEWIIEro  Pa3BUTHS  MEIMLIMHbI
penpOayKIHH.

IIpakTHYecKoe 3HAYEHHE MOJTYYeHHBIX Pe3yJbTaTOB.

[IpakTuueckyo 3HAUMMOCTh PAOOTHI CJIOXKHO MEepeoleHuTh. JlokazaHa HeoOXOIUMOCTb
KOMILIEKCHOTO HCCIIEJOBaHUSI KAUYECTBEHHBIX XapaKTEPUCTUK CIIEPMATO30MJO0B, BIMSIOUIMX Ha
MOpP(OJIOTHIO U XPOMOCOMHBIH Ha0Op paHHUX SMOPHUOHOB, IJIsI TNPOBEIACHUS KOPPEKIHH
noKaszaresjell M TOBBIIICHUS BBIXOJa HOPMAIBHBIX (SYIIOWAHBIX) SMOPHOHOB. YOETUTEIHHO
MOKa3aHa I1eJ1IeCO00pa3HOCTh MOBTOPHOM JMAarHOCTUKKM SMOPHOHOB Ha TMATHIE CYTKH IOCIIE
OTUIOIOTBOPEHUS] HAa CTaAuU ONACTOIMCTHI C IIeNbI0 MOBBIIICHHS 3((EKTUBHOCTH MPOBEICHUS
BPT._PexomeHnnoBaHO, 4TOOBI ONTHMAIBHOE YHUCIIO_MOJNYyYaeMbIX B CIEACTBHHU CTUMYJISIIUU
SMOpPHOHOB C DJYIUIOMIHBIM Ha0OPOM XPOMOCOM cocTaBisuio 5-7 Ha nukin BPT. Tlokasana
HEO0OXOJUMOCTb MPOBEACHUS NMPEUMIUIAHTALIMOHHON T€HETUYECKON AMAarHOCTUKU JJISl KEHIIWUH
crapire 35 ner. MonuduimpoBana METOAMKa KyJIbTUBUPOBAHUS JTUMGOITUTOB nepudepudeckoi
KPOBH 4YENIOBEKa C LEJIbI0 IMOJy4YeHUS BBICOKOKAYECTBEHHBIX MpENnapaTroB XpoMocoM B Ooiee
KOPOTKHE CPOKHM IO CPaBHEHUIO C TPaJULHUOHHBIM MeTojoM. [lomyuyeH mareHT YKpauHbl Ha
noJie3Hy1o moes Ne 83863, 2013.

PesynbTatel, nmonyuenHsie ['ontaps HO.B. — 3T0 BecOMbIil BKJIaJ B YCTAHOBJIICHUE STHUOJOTHH
PENpPOAYKTUBHBIX ~ TpoOIeM  YeloBeka.  PexoMeHIOBaHO  MpOBEACHHE  KOMILIEKCa
JTUATHOCTHYECKUX OOCIENOBAaHUI CYINPYXKECKUX Tap ¢ Lelbl0 NPOMUIAKTUKUA Pa3BUTHUS
XPOMOCOMHOM MMaToJIOTUHU y JeTeH.

MOXHO 3aKIIOYUTh, YTO IOJIyYEHHBIE COMCKATeJeM JaHHble OOYCIOBWJIM HE TOJIbKO
MPaKTHYECKOe 3HAaYCHHE, HO U HAYYHYI0 HOBU3HY PaOOTHI.
Bonpocs! pis auckyccum:
1.Kax Bbl mpaBuibHO OTMedaere B paboTe, 4TO BBICOKMHA ypoBeHb (parmenranuu JIHK
CIIEpPMATO30MI0B MOXKET NPHUBOJUTH K HAPYLIEHUIO OIUIOJOTBOPEHHUS, SBUTHCA NPUYMHOU
HU3KOTO KayecTBa SMOPHOHOB, a TaKXKE BBI3BAaTh MOBTOPHBIE CAMOIIPOU3BOJBHBIC MPEPHIBAHUS
O6epemennoctu. B Bamelr paborte Bbicokuii ypoBeHb ¢parmentanun JIHK (okxono 60%)

oTMedascs B BozpactHou rpymme 31-35 net. [Ipomnry moapoOGHee 00BsICHUTE 3TOT (aKT.
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2.B menp paboThl BXOIWJIO OTpejaeicHrue (aKTOPOB PHUCKAa BO3ZHUKHOBEHHUS XPOMOCOMHBIX
aHoManuii W HapymeHus depTwibHOoCcTH. KoHKperwsupylite, HaOmoAanach Jd TPH 3TOM
3aBHCUMOCTB 3TUX U3MEHEHHH OT moja 00ciaeyeMbIX JInI?

3.Bo3pact o0ciieayemMbIxX JIUI], KOTOPHIM MIPOBOJIMIIN aHAIN3 KapUOTHUIa, ObUT B MHTEpBaje 16-71
r. Jns kakux BO3pacTHBIX TPyNN Moka3zaHo ucnolsib3oBanue BPT? Paszpaboransl i HOPMBI B
9TOM HAIPABJICHUM U PETJIAMEHTHPOBAH JIM O(UIUAIBHO MaKCUMAaJbHBIA BO3pacT AJs JIHII,
KOTOpbIE 00paIlaloTcs K penpoyKTonoraM YKpauHsl ¢ LIeIbl0 Ha3HaueHus nporpamMm BPT?
4113 naHHBIX JIUTEPATypbl CIEAYET, YTO B IPAKTUYECKOH IESATEIBHOCTH COOTBETCTBYIOLIUX
€BPOIENCKUX KIMHMK JIOIyCKAaeTCs NMEPEHOC paHHUX SMOPHUOHOB C BBISIBJICHHBIM MO3aULIM3MOM
1m0 20%. Ecnu npu TNOBTOpPHOM [MAarHOCTHUKE paHHEro SMOpPHMOHAa Ha S5 CYTKH BBISBIICH
MO3aulU3M, TO NPU KAaKOM €ro ypOBHE B Ballled IPAKTHKE BCE-TAKH JOIyCKAEeTCs INEPEHOC
YMOPHOHOB B TIOJIOCTh MaTKu?

5.Kakoii onTUMabHbIN KOMIUIEKC TECTOB IIUTOIE€HETUYECKOro 00cnenoBanus Bel pekomenayere
IpY IEPBUYHOM U OBTOPHOM OOpAIIEHNH MMALIUEHTOB B PENPOAYKTUBHYIO KIMHUKY ?

6. Bol saBrnsmnch coucnonnutenem HJIP «MccnenoBanue (axTopoB KEHCKOTO M MYMXKCKOTO
Oecruionus B OTAANEHHOM IepHoze nocie aBapuu Ha YepHoObuibeckoit ADCy». Kakoso Baie
MHEHHE O BIMSHUHU paaualmoHHOrOo (hakropa UepHOOBLIHCKON KaTacTpo(bl HA BOSHUKHOBEHHE
XpPOMOCOMHBIX ~aHOMaJUi B MYXCKUX TIOJOBBIX KJIETKaX, ONHpasCh Ha JaHHbIC
JTUCCEPTAITMOHHOW PabOoThI?

7. B 0630pe nutepaTypbl Bbl aklieHTHpyeTe BHUMaHUE O HEraTUBHOM BIIMSIHMM KypEeHHUs U Kode
Ha KAa4EeCTBEHHBIE XapaKTEPUCTUKHU XpOMaTHHA CIEPMaTo30ua0B. YTo Memano Bam yuutsiBaTh
nencTBre 3TUX (GakToOpoB B paboTe?

8. Ha ctp. 36 Bpl numiere, 4To ucnosb3oBaigack odmednonaornyeckas napopmanus. Yto oHa
nozxpa3ymeBact?

VYka3aHHblE 3aM€uaHMs M BONPOCHl HU B KOEH MEpEe HE BIMAIOT Ha BBICOKYIO OLICHKY
NpECTaBICHHON quccepTanmonHoi padotsl ['onTaps 10.B..

BeiBoa. Cuuraro, uro auccepranmoHHas pabota [ontapp IFOmuum BukTopoBHBI
«lluToreHeTHYECKNE XapaKTEPUCTUKHU Pa3HBIX OHTOICHETUYECKUX ITAllOB YEJIOBEKA B paMKax
BPT» saBnsiercst 3aBeplIeHHONW Hay4yHOM pabOTOW M 3aciy’KMBaeT BbICOKOH oneHku. Ilo
aKTyaJIbHOCTH, 00bEMY BBIIIOJHEHHBIX IUTOIC€HETUYECKUX U MOJIEKYJISIPHO-IIUTOT€HETHUYECKUX
UCCIICIOBaHUM, YIIIyOJEeHHOMY aHaIu3y U MHTEpPIpPETalMy MOJYYEHHBIX Pe3y/bTaTOB, HOBHU3HE
U TPaKTUYECKOM 3HAuYMMOCTH AMccepranoHHass pabota FO.B.I'oHTapp mMOJHOCTBIO

cooTBeTcTBYyeT TpeboBanmsiMm MOH  VkpauHbl, TpeapsaBISIEMbIM K  KaHAMIATCKUM



AuccepranusaM, a €€ aBTOP 3aCilIyXKUBACT MPUCYKICHUSA yquOﬁ CTCIICHUW KaHJauaara

Oouosorrmueckux Hayk mo crenuaabHocTH 03.00.15 — reneruka.

OdunmanbHbIi ONMOHEHT

Benynii Hayunsiii cotpynuuk Muacturyra
IKCIIEPHMEHTAIBHON MaTOIOIHH,
OHKOJIOTHH U paguobuonorud uM. P.E.

Kasenkoro HAH Ykpaunner.

7))

o
L

JIOKTOpP OMOJIOrMYecKHX HaykK, CT. H. C. 7 D.A. JIémuna

.‘_-.:_-‘\; { £ Z /gf-puaar///m '
~
e o

d N \ A



