OT3bIB
O(HIHAIBLHOIO ONMOHEHTA HA AHCCEPTALMOHHYIO PaGoTy Cennsipa H.T'.
«JueHKa pucKa HeBbIHAIUMBAHHUS OEPEMEHHOCTH HA OCHOBE MOJIEKYJIsIpHO-
T€HEeTHYECKOr0 aHA/IM32», MIPEACTABJIECHHYIO HA COHCKAHHE YYEHOMH CTeneHu
KaHAuAaTa OMOJIOrHYeCKHX HayK 10 cnenuaabHoctd 03.01.07 —
«MOJIEKYJIAPHAS T€HEeTHKA»

CooTBercTBHE QHMCCEpPTAUMM CHEUHATBLHOCTAM M OTPAC/IH HAyKH, 10
KOTOPLIM  OHA 1@IpeACTaB/J€eHA K 3allUTe €O CCbLIKOW Ha 00/1acTh
HCC/IeI0BAHAST MACIIOPTA COOTBETCTBYIOLIEH CNIeIHAJbHOCTH, YTBEPKICHHOI0
BAK

Huccepraunmonnas pa6ora Cemnspa H.I. mnocssimena MOJIEKYISIPHO-
FCHETMYCCKUM  HCCIEJOBAaHUSM MOJUMOPQHBEIX BapHaHTOB TI'€HOB-KaHIUIATOB,
CBA3AHHBIM ~ C  PDHUCKOM  CaMONPOM3BOJILHBIX — abOpTOB, i pa3paboTKH
KOJIMYECTBEHHOH OLIEHKM PHMCKA HEBBIHAIIMBAHKMS OEPEMEHHOCTH U BBITIOIHEHA T10
JHK, BblmeneHHON W3 KiIeTok KPOBU U OYKKaJIBHOTO 3muTenus. [locTaBieHHble
3anady - COOTBETCTBYIOT —LEJIM W OTPAXAMOT CTPYKTYPY  BBIIOJHEHHOTO
ucenejosanus. Jluccepranuonnas pabora Cenmsipa H.I'. no coeMy comepkanuio,
OCTABIEHHOW LeJIM, BBIHOCHMBIM Ha 3aIUTy MOJIOXKEHHUSIM, KOMILIEKCY
1abOpaTOPHBIX MCCNIENOBAHUM M CHIETaHHBIM BBIBOJAM COOTBETCTBYET IAaCIOPTY
cnennanbHoct 03.01.07 — MonekynspHas reHeTHKa, OHOIOrMYEcKHe HayKHU;
oOnacTb nceneopannii Nel8 «MosleKynspHO-reHeTHIECKHe METOIbl AHATHOCTHKHI
HaCACNCTBEHHBIX U MYJIbTU(DAKTOPUATIBHBIX 3a00/1€BaHUN YeloBeKa U KHUBOTHDIX.
["enorepanusy.

AKTyaJlbHOCTb TEMbI JHCCEPTALHH

YCTaHOB/IEHHE T'CHETHYECKUX TNPUYUH HapyIIeHUH penpoyKTHUBHOM
GyHKUMM SBISETCS OOHOM M3 KIHOYEBBIX 3a71ay COBPEMEHHON MEIUILIMHCKOMN
ICHCTHKH 1 MEAMKO-T€HETHYECKOrO  KOHCYJIBTUPOBAaHHUS.  AKTyalbHOCTb
HCCIICI0BAHMSL  O0YCIIOBIEHA IIUPOKHM pAclpOCTPAaHEHHEM U TPYAHOCTSIMH
HUArHOCTUKA INPUYUH HEBBIHALIMBAHUSA OEPEeMEHHOCTH, a Tak)Xe TI'eHeTHYEeCKOU
tCTEPOrCHHOCTRIO OTACTBHBIX MOMYISILMA. B HacTosiee Bpems: paccmaTpuBaeTcs
p#l  ICHOB-KaHAMAATOB, KOTOPHIE MOIYT BHECTH BKJAJ B HEBBIHAIIWBAHUE
OepemeHHOCTH. OMHAKO A OLIEHKH pucka HEOOXOIUMO YYHTHIBATH HE TOJBKO
KOHKPETHbIE TOJMMOP(MHBIE BapHaHTBl, HO U B3aWMOIEHCTBUE MEXIY HUMH.
MMeHHO KOMIIEKCHBIN MOJAXOM B JaHHOM 06IaCTH U XapaKkTepu3yer 3Ty padoty. B
STOH CBSI3M, aKTyallbHOCTh JUCCEPTALIMOHHOTO WCCIIE€JOBaHMsl, HaPaBJIEHHOrO Ha
MOMCK  3HAYMMBIX MOIMMOPGHBIX BApUAHTOB M  pa3pabOTKy TEXHOIOMH



KOJIMYECTBEHHONW OLIEHKHU pUCKa HEBBIHAILIUBAHUS 6€p€M€HHOCTI/I B KaXJoMH
KOHKPGTHOI\;I CEMbeE, HE BbI3bIBAET COMHEHUU.

CTeneHb HOBH3HBI Pe3yJbTATOB, NOJYYEHHBIX B AHCCEPTALMH, H
HAYUHBIX MOJIOKEHHH, BBIHOCHMBIX HA 3aHIUTY

[locTaB/ieHHble B MCCIEOBAHHM 3aJa4¥ MMEIOT (yHIAMEHTANbHOE H
ipukjianHoe  3HayeHHe. DyHAaMEHTaTbHOE  3HAYE€HHUE  3aKJIIOYaeTcs B
HCC/ICIOBAHUN  TEHETHYECKUX TIPUYMH, CBS3aHHBIX C IIOBBIIIEHHBIM PHCKOM
HEBbIHALUMBAHUsI ~OepeMeHHOCTH. [IpuKiagHOoe 3HaueHWe 3aKI0YaeTcs B
pa3pabOTKke METOAMKM TeHeTHYeCKOro oOCieqoBaHus, KOTOpasi Mo3BoJisia Obl
MaKCHUMaJIbHO TOJIHO BBIABNATh TICHETUYECKUE BAPHUAHTBI, KOPPEIMPYIOIIHE C
PUCKOM  HEBBIHAIIMBAHMUS  OepeMeHHOCTH. B  paMkaX IpecTaBlIE€HHOrO
JHCCEePTALIMOHHOTO HCCIIeJOBaHUS BIIEPBbIE OIpeeIeHbI 4acTOThI
1OJMMOP(U3MOB I'€HOB B GeNopyccKol nomysuuy. Brepsbie IIpOBEJIEHA OIleHKA
PONI KaK  OTHACJBHBIX BAapHAHTOB TMOJMMOP(GH3MA IE€HOB CHCTEM TI'eMOCTa3a,
dHIMoreHe3a, MeTaboiu3Ma (ONaToOB M pPeryssluM apTepUanbHOrO JABICHUS B
ACBRIHAIUMBAHMH OEPEMEHHOCTH, TaK M HUX B3aMMOIEHCTBUIL. Brnepsrie
COUCKATeJIeM Ha OCHOBAaHMU KOMILIEKCHOIO aHaju3a pa3paboTaHa TeXHOJIOTHs
KOJIYIECTBCHHOH OLICHKH PHMCKA HEBBIHAIIMBAHUS OepeMEeHHOCTH.

O6ocHOBaHHOCTL M A0CTOBEPHOCTH BBLIBOJOB H pPeKOMeHAal M,
¢(hopMyJIHPOBAHHBIX B JAHCCEPTALHH

Hayunpie nomosxeHus muccepramuu, BbIHOCHMBIE Ha 3allUTY, U
3aKIIOYUTENBHBIE BBIBOABI, C()OPMYJIHPOBAHHBIE ABTOPOM B JMCCEPTALMOHHON
paboTe, OOBEKTHBHBI, MOITBEPXKICHBI NOYYECHHBIMU  3KCHEPUMEHTAIBHBIMU
nauHeiMH. IlpoBenenHas paGora mpejcTaBlieHa MOCHEN0BATEIbHBIMA STallaMu,
KaK1blH M3 KOTOPBIX ABJAETCS JIOTMYECKMM TTPOLOIKEHHEM IpeabIAYILEro, 4YTo B
KOMIICKCE  COCTABIISICT LEIbHOE [OKa3aTelbHOE MCCIeJOBaHWE C HAYYHO-
OOOCHOBAHHBIMM ~ pe3yiabTaTaMH. B Kakaom OKCIIEPUMEHTAIBHOM  OJIOKe
UCCJICAOBAHO 10CTAaTOYHOE KOJIMYECTBO 0OPA3LOB ISl IIPOBEEHUS TOJTHOIIEHHOIO
CTATUCTUHECKOrO aHalu3a U (POPMUPOBAHMS BBIBOAOB HA €ro OCHOBaHWH. J[is
OUCHKH JIOCTOBEPHOCTH DE3YJIbTATOB MCCIEIOBAHMM NPUMEHSIIUCH afeKBaTHbIE
cTaricTideckne MeTozibl. Ionyyentsle B HacTOSIIEM HCCIIENOBAHUN Pe3yIIBTATHI
ABJIATOTCS TOCTOBEPHBIMHU, & BBIBOJBI U PEKOMEH1alIuU — 000CHOBAHHBIMH.

Hayunasi, npakTHueckas, JKOHOMHYECKAs! H COUMAIbHAS 3HAYHMOCTE
PE3yIbT1aTOB  NMCCEPTALHH € yKa3aHHeM  peKOMEHJAaUMii mnmo  ux
HCMOIb30BAHHIO

Hayunas  3maummocts  pesyssraros JAUCCEPTALMU  ONpeesseTCs
YCTAHOBJICHHEM YaCTOThI IOJUMOP(HU3MOB F€HOB CHCTEM I'eMOCTa3a, aHTMOreHe3a.



MeTabonu3Ma GONIaTOB M Pery LUy apTePHATbHOTO JaBICHHS, BHOCLIMX BKIAT B
aToreHes  HEBBIHALIMBAGMOCTH OEPEMEHHOCTH, B IMOMyNsAUWH Pecry6iuku
bemapyce. BnepBble mnpoBemeHa KOMIUIEKCHAs OLEHKA IIPOTHOCTUYECKOM
3HAYMMOCTH COYETaHHH I'€HOB C YYETOM HX B3aUMOJEHUCTBHS MEXKTY COOOIA.

[lpakTudeckas 3HaAUYUMOCTL pe3y/IBTATOB JUCCEePTALlUK  OIpeAeiseTcs
pa3spabOTKONH TEXHOMOIMM KOJIWYECTBEHHOH ONEHKH DHCKA HEBBIHANIMBAHMS
OepeMeHHOCTH Ha OCHOBE MOJIEKYJISIPHO-TEHETHYECKOTO aHaH3A. Pazpaborana u
yTBeprcieHa MuHicTepeTBoM 31paBooxpanenus PB u ony6iikoBana HNHcTpykius
0 npuMeHeHuto  «Merox  ompeneneHHss BEPOATHOCTH  HEBBIHAIIMBAHUS
Ocpemennoctn»  (176-1220  or 29  ngexabps 2020 r.). Pesynprars
AMCCEPTALIMOHHON paboThl BHeApeHbl B paboTy PecmyGiiHKaHCKOro LlenTpa
reHOMHBIX OHOTEXHOJIOTHH WNHctuTyTa redetuxku u umroiorun HAH benapycu,
FOCYNapCTBEHHOTO  ydupexXIeHHs «PecrnyOnMKaHCKHHM  HAyYHO-IIPAKTHIECKOro
HeHTp «MaThb U JUTS».

JIKOHOMHYECKAs M COLHMAlbHAS 3HAYUMOCTb BBIIOJHEHHOIO HCCIIENOBAHMS
00yCHIOBNEHB  Pa3paboOTKOH M OBGOCHOBAHMEM WCMONB30BAHMS KOMILIEKCHOIO
noaxoAa B J1aDOPaTOPHOM TI'e€HETUYECKOH JMAHOCTHKE C KOMMYECTBEHHOM
OLICHKOH pHCKa HEBBIHAIIMBAaHUS OEPEMEHHOCTH, YTO B LEIOM OOECIeYHBAET
CHHZKCHHC SKOHOMHYECKHX 3aTpaT U MEIMKO-COLMATBbHBIX PUCKOB, CBS3aHHBIX C
CamorpOHU3BOJILHEIMI a00pTaMH, 0COOEHHO Ha PAHHUX CPOKAX GepeMeHHOCTH.

Ony0,1AKOBaHHOCTH Pe3y./IbTATOB JUCCEPTALHH B HAYYHOH Me4aTH

PesynbraTel uccleoBaHUH M BBIBOJBI JHCCEPTALMH OIyOJIMKOBaHbl B 3
CTATHAX B JKypHanmax, BXoasmux B mepeyeHb BAK PecnyGnuku Benapycs, B 3
CTaThAX B NIPYrUX HAy4YHBIX )XKypHalaX, B 7 Te3ucaX AOKJIAJ0B B COOpHMKAX
MatepuaoB KOH(epeHUMH, | HHCTPYKUMM MO nNpuMeHeHHoo. OBIHH 06beM
mybirkanmii cocTaBisieT 2,4 aBTOPCKHX JIMCTA.

Coorsercreue opopmiienus auccepranun Tpe6oBanusiv BAK

Pykorncs muccepranmu u asropedepaT O(GOPMIEHBI B COOTBETCTBHH C
TpeboBanusiMKH  noctaHoBiennss BAK  Benapycu. HuccepranvonHas paGora
Cemnspa H.I'. cocTouT u3 ornapnenus, mepeuns YCIIOBHBIX O0O3HAYeHHH U
COKpalLEHUH, BBEeIeHHs, OOIIeH XapaKTepUCTHKU paboThl, 0630pa JIUTEePaTypHI,
MaTepualoB 1 METOOB MCCICNOBaHUM, TPEX ITaB COOCTBEHHBIX HCCIIENOBAHMIA,
3AKJIIOYCHNS, CIIMCKA HCIIOJIB30BAHHBIX HMCTOYHHUKOB M CIMCKA IyOIMKaImii
aBTOPA, ABYX IPUIIOKEHUN.

/luccepranonnast paGora wusnoxkena wa 117 CTpaHMLaX TEKCTa,
nimocTpuposana 20 pucynkamu, cogepxut 20 Tabaui. B paGoTe nmeroTcs Takoke

2 [IPUJIOXKCHHA, KOTOPBIE BKJIKOYAIOT MaTepuajibl, OATBEPXXIAArOIIUe BHEAPECHUE



pe3yIbTaTOB HcCClieoBaHUK. bubnuorpaduueckuii cnucok BkIouaer 254
MCTI0Ib30BaHHBIX MCTOYHHKA, B TOM 4Mciie 173 Ha MHOCTpaHHOM fA3BbIKE, a TAKXKE
14 nybaukauui couckarens.

3ameuaHust mo aucceprauuu (IPH HX HAJHYHH), €CJH OHH He
YKa3bIBaIOTCHl B CTPYKTYPHBIX 3JIEMEHTAX OT3bIBA 0 AHCCEPTALHH
[Ipy TIIATENFHOM O3HAKOMIICHMH C TEKCTOM JHCCEPTALAM  BO3HUKIH
HEKOTOPBIE 3aMEYaHHMS:
® B TCKCTE WCIOJB3YETCA psI HEYAaYHbIX BBIPAXEHHH (Hanpumep,
«YpOBEHb  pUCKa IMpEpbIBaHUS  OEPEMEHHOCTH», «IOTepsHHbIE
OepeMeHHOCTH, «OIaTOMOITyYHO BHIHOIIEHHEIE JIETHY);
* B rnase 2 «Marepuanabl U METOABl HCCIENOBAHHHY» HE JTOCTATOUHO
TIOJIHO OTIMCAHBI IPYIIIBI UCCIIEIOBAHUS: HE SICHO YTO MOpa3yMeBaeTCs
MO  BBIDAXEHUEM  «HEBBISCHEHHBIE MPUYMHBI HEBBIHAIIMBAHHS
OepeMEHHOCTH» (KaKue HCCIEOBAHHS, B TOM YHCIIe Ie€HETUYECKHE,
[IPOBOIUITUCh 3TUM JKCHIIMHAM, B KaKOM TPHUMECTPE IPOUCXOAUIH
CaMoIpOU3BOJIbHBIC a00PTHI; UCCIIE0BANICS JIH a0OPTUBHBIM MaTepHa
Ha NpeIMeT XPOMOCOMHOM MaTOJIOTHH );
® HC NOHATEH KPUTEPUH BbIOOpA TKaHW JUls UcclieqoBanus. He ykasaHo,
KaK 4aCTO U B KaKUX ClIy4asX MCCIeAOBaHHE IPOBOAUIOCH IO KJIETKaM
KPOBU MJIM OYKKaJIbHOTO SIUTENUs MM HCIOJIB30BANUCH 0Oe TKAHH
JUISL OJHOM U TOM e KEHIUHBI.
BrickasanHble 3aMeyaHHs HM B KOel Mepe He CHHXKAIOT 3HAYMMOCTH
BbINIOJIHEHHOU paboThl HukuTol ['enHanpeBruem Cennsipom.

CooTBeTcTBHE (HECOOTBETCTBHE) HAYYHOI KBaJIH(PUKAUHH COHCKATEJIA
Y4€HOH CTeNeHH, Ha KOTOPYIO OH NMpeTeHayeT.
Juccepranyst  siBIseTcss  3aKOHYEHHOM KBaTM(QUKAIIMOHHOW  Hay4HOH

paboToH, comepxaiieli 060OILEHHOE H3JI0KEHUE Tpyna aBTopa. J[ocToBepHOCTE
NONYYEHHDBIX  pe3y/lbTaTOB HE BBI3BIBAET COMHEHHH, I[OCKOJBKY HAay4HbIe
[TOJIOXKCHUA U BBIBOJIBI, M3JI0KCHHbIE B JUCCEPTAIIMH, OCHOBAHbI Ha pe3yibTaTax
HOCTaTOYHOrO KOJNIMYECTBA UcCleoBaHUi. C yd4eTOM BBILIEHU3I0KEHHOTO CYUTANO,
HTO coucKatesb B NOJHOW Mepe 3acilyKMBaeT IPUCYKAEHUsS YUEHOH CTeneHw
KanjuaaTa OMONOrMYECKHX Hayk. Jluccepraius COOTBETCTBYET TpPEOOBAHUSIM,
YCTAHOBIICHHBIM I1aBOM 3 «IlonoxeHUs O NPUCYXIEHUH YUEHBIX CTeleHed U
Yu€HbIX 3BaHui B Pecriy6nuke Benapycey.

YdyeHas CTelneHb KaHIWAAaTa OHONOrHYECKHX HayK II0 CHEIHaJIbHOCTH
03.01.07 — MmonexynspHas reHeTHKa Cennsapy H.I'. MoxeT GbITh IpUCykIeHa 3a:

- 32 YCTaHOBJICHME YacCTOTHI MOJMMOP(HU3MOB I'€HOB, ACCOLUMUPOBAHHBIX C
HCBbIHALIMBAHUEM OEPEMEHHOCTH, W ONpeJieJeHHe X BKIaaa B PENpPOIYKTHBHEIE
rnotepu B 6€10PYCCKOM TOMyISLUY;



- 32 pa3pabOTKy KOMIIJIEKCHOTO, METOJMYECKOro MOAXOAa ISl Goliee
Y PEeKTHBHON OLIEHKH PHCKA HEBBIHALIMBAHHS GEPEeMEHHOCTH, BKIFOYAIOIIEro KaK
OLIEHKY BKJIaZa OTACNBHBIX ajlleJIbHbIX BapUaHTOB I'€HOB-KaHIMIATOB, TaK U WX
COYeTaHUM;
3a pa3paboTKy MOJIEKYJISIPHO-T€HE TUUECKOM TEXHOJIOTHU
KOIIM4ECTBEHHOIO  ONpEACJCeHWS  pUCKAa  HEBBIHAIUMBAHUS  OEPEMEHHOCTH,
03BOJISIOIEH pPAcCYNTaTh PUCK HHAWBHIYAIBHO JUIS KaXKIOHM IKEHIMHBI, YTO
AKTYalbHO TPH  NPUHATHH  pEUIEHUs O 11eJeco00pa3sHOCTH  IPOBENEHUS
MPOGUIAKTUKY JUTsS MPENOTBPAILEHH)S BEPOSTHOCTH CaAMOIIPOH3BOIBHOIO abopra.

Ha ocHoBaHuy aHanu3a quccepTaniOHHON paGoThl M aBTOpedepara CUUTaIo
BO3MOHBIM 3aKIIOYUTh, YTO AUCCEPTALMOHHOE MccienoBanue Cemisapa HukuTel
UennanbeBnda «OLeHKa pHCKAa HEBBIHANIMBAHHMS OEPEMEHHOCTH HA OCHOBE
MOJIEKYJIIPHO-TEHETHYECKOTO  aHalK3a» BBIIOJIHEHO HA BBICOKOM HAy4YHO-
MCTOAUYECKOM ypPOBHE C MPUMEHEHHEM COBPEMEHHBIX, COOTBETCTBYIOILHX
NOCTABIIEHHOH e U 3a/la4yaM METOJ0B HccileoBaHus. HayuHas U npakTHdeckas
3HAIMMOCTD ITOJTyYEHHBIX PE3yJIbTATOB, IyOJIMKALUN B PELEH3UPYEMbIX M31aHUAX,
anpoOalKs pe3yIbTaTOB HA HAYYHBIX KOH(MEPEHIUAX CBUIETETbCTBYIOT O TOM, UTO
KBA/IM(UKALMA COMCKATeNs BIIOJHE COOTBETCTBYET YUEHOH CTENeHH KaHIMAaTa
OMOIOrMIeCKUX HayK 1o crnenuasbHocTy 03.01.07 — MOJIEKYJISIpHAs T€HETHKA.

Bpad knuHA4YecKo# 1abopaTopHO THATHOCTHKY
KJIMHUKO-IMarHOCTUYECKOH reHeTUYECKOH TabopaTopuu
IOCY1apCTBEHHOT0 yupexaeHus «PecnyOnukanckuii
HAY4YHO-MIPAKTUYECKUHN LEeHTp «MaTb U TUTAY,
KaHauaaT OMOJIOTUYECKUX HAYK
E.N. I'onosaras
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