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3AKJIFOYEHHUE

DeiepallbHOTO rOCYJApCTBEHHOTO OFOKETHOTO YUPEIKIEHUS
«Hay4uHo-Hccnen0BaTenbCKUii MHCTUTYT MEAMIIMHCKON T€HETHKN
Cubupckoro ornenenus Poccuiickoit akageMun MEAUIMHCKUX HAYK

Huccepranus «["eHeTHKO-31TUIEMUOJIOTHYECKOE UCCIIEJOBaHKE
BPOXJICHHBIX IIOPOKOB pa3BUTHA B CHUOMPCKUX IOMYJSALUIX: MOHHUTOPHHT,
MEJINKO-T€HETHYECKOE KOHCYJIbTUPOBAaHUE, [UCIAHCEPHU3allMsg» BBINOJHEHA B
DesiepallbHOM  rOCyapcTBEHHOM  OloDKeTHOM  yupexxaeHud  «Hayaro-
UCCIIeJIOBATEILCKUI HHCTUTYT MEJULMHCKON reHeTukn» CHOUPCKOro OTHENeHHUs
Poccuiickoll akageMuu MeTUIIMHCKHX HayK.

B nepuox moarotoBkw auccepTranuu couckaTtens Munaitdesa Jlapuca
MBanoBHa pabortana B OenepanbHOM rocyIapCTBEHHOM OIOKETHOM YUPEKIEHUH
«Hay4Ho-HcCne10BaTenbCKUi MHCTUTYT MEIMLMHCKON reHeTHkn» CUOHpCKoro
oraeneHus PoccuiCKOM akageMUM MEeAWIMHCKUX HayK B JODKHOCTH HAay4HOIO
COTpyZAHHMKa JabopaTopuu HacieacTBeHHOW martojoruu (¢ 2001 r. mo HacTosmee
BpeMmsi).

B 1990 r. ¢ ornnunem oxonumna Tomckuii opaena TpymoBoro KpacHoro
3HaMEeHN MEMLIUHCKUN HHCTUTYT MO CIIENUATBHOCTH “riequaTpus” .

Jyccepranuio Ha COHWCKaHUE YYEHOW CTeleHH KaHIuaaTa MeOULMHCKUX
Hayk 1o crenuanbHocTH 03.02.07 - reneruka 3amutiia B 2000 rogy B cosete,
cosmaHHOM npu l'ocymapcTBeHHOM YyupexaeHwrn «HaydHo-ucciieqoBarenbckuii
UHCTUTYT MEIULUHCKOM reHeTHKH» Tomckoro Hay4Horo ueHTpa CHOMPCKOro
oTaeeHus: Poccuiickol akageMuu MeIUIUHCKHUX HayK.

Hayunpiii koHcynbranT - Hasapenko Jloamuiaa IlaBiaoBHa, n0KTOp
MEIMIMHCKUX HayK, Tmpodeccop, pabOTaeT pyKOBOAUTENEM J1abopaTOpUn
HacJeICTBEHHON martoyorun B denepalbHOM TOCYIAPCTBEHHOM OFOIKETHOM
yupexnenun «HayuHo-uccnenoBaTenbCKuil HHCTUTYT MEIMIMHCKON TeHETHKH)
Cubupckoro ornenenus Poccuiickol akaJleMUH MeTUIIHHCKIX HayK.

ITo pe3yibpTaram paccMOTpEHUs JHACCEepTaLUuU «I'eneruxo-
SIUJICMUOJIOTHYECKOE  HCCJICIOBAHHE  BPOXKICHHBIX [MOPOKOB  DPa3BUTUS B



CHOMPCKHUX TIOMyJISLUAX: MOHUTOPHUHT, MEJJUKO-TeHETHYECKOE KOHCYILTHPOBAHHUE,
JMUCTIaHCEPHU3aLHs» [IPUHATO CIEAYIOLIee 3aK/II0YeHHUE:

HuccepranvonHas pabota MunaitdeBord Jlapucel MBaHOBHEI sBIseTCA
3HaYUMBIM Hay4YHBIM HCCIIEJOBAHHEM, PELIAIOLIUM KPYIIHYIO HAy4HYIO IpobieMy
B 00lacTd MEAWIMHCKOM T'eHEeTHKH 4YelOBEeKa, CBA3aHHYI0 C JeTalbHOM
XapaKTEPUCTHKOW PAaCIpPOCTPAHEHHOCTH BPOXAECHHBIX IOPOKOB pa3BUTHSA B
CHOMPCKMX MOMYJSUUAX C TMO3UIHA MOHHTOPHHIA, MEIUKO-T€HETHYECKOTO
KOHCYJIbTUPOBAHHUS U ONTHMHU3ALMHU CUCTEMBI MEPOIPUSTHIA, HallpaBJI€HHBIX Ha
CHHD)KEHHE I'Py3a BPOXKIEHHBIX TOPOKOB pa3Butus (BIIP).

JIMYHbIH BKJIAJ COHCKaTe sl B MOJYy4YeHHH Pe3y/IbTATOB, H3JI0KEHHBIX B
AHCCEPTALMH, 3aKII0YAETCAd B IIOIYYEHUHN SMUIEMUOJOTHYECKHX M KIMHUYECKUX
JaHHBIX W aHaJIM3€e MOJYyYEeHHOro MaTepuana. Jluccepranus npeacTaBieHa B BUIE
CIeLMaJIbHO MOATOTOBJIEHHONW PYKOIMCH, HamucaHa M 0o¢pOpMIIeHa aBTOPOM
MIOJTHOCTBIO ~ CaMOCTOSATENIbHO. ABTOp BbIOpajl Hay4yHOe HalpaBieHHE JJIs
HCCIIEZIOBAaHUsA, CHOpMyIMpOBal Ledb M 3aladyd HCCIEIOBAaHUS, OIpPeNes
METOJIbl M TOAXOIBI I peaju3alliy IIOCTaBJIICHHOW I W 3a1ady; SBIISUICS
OpraHu3aropoM c0Oopa KIMHUYECKOTO MaTephalla M YYaCTHHKOM IOJy4eHHs
SMU/ICMUOJIOTHYECKHMX JaHHBIX; (POPMHPOBAN BBIOOPKH MALUEHTOB W ONPENEIIS
aJrOpuT™M  00CNeoBaHMs OOJBHBIX C IOPOKAMH  DPa3BUTHS; HPOBOAMUI
KOHCYJbTUPOBaHME TAMEHTOB C BPOXIEHHBIMU IOPOKAMHU pa3BUTHS U
BepH(HKALUIO MAarHO30B; BBIMNOJNHS CTATUCTHYECKMM aHAIM3 MOJydeHHBIX
JAHHBIX; O(QOPMIISIT pe3yJIbTaThl UCCIIEOBAHMS B BUIE CTATEMN.

Crenenb 10CTOBEPHOCTH pe3y/bTATOB MPOBEAEHHOr0 HCCJEI0BAHHA.
PesynbraTel MCCIEOBaHHs JOCTOBEPHBI M COOTBETCTBYIOT MHUPOBOMY YPOBHIO
HCCae0Banus Inpobnembl. B pabore WCMONB30BaHBI COBPEMEHHBIE METOIbI,
HCIIOJIb3yeMbI€ MPU MPOBEAEHUN SMUAEMHUOJIOTUYECKHX HCCIIENOBAHUHN, KIMHUKO-
Ire€HEeAJIOTNYEeCKHUH, LIUTOr€HETUYECKHUH, MOJIEKYJISPHO-LIUTOT€HETUUECKHH
aHaju3bl. MCIonp30BaHHBIE CTAaTUCTHYECKHE METOAbI (pacyeT OCHOBHBIX
CTATHCTHK: CPeIHEH, OIIMOKHM CpelHeH, MUCIIePCHH, CPEIHETO KBaAPATUYECKOIo
OTKJIOHEHMsI, aCHUMMETPHHM M OKCLECCa; aHalu3 psSAOB  paclipelesIeHHi,
KOPPENSILHOHHBIM M PErpecCCUOHHBIM  aHaliW3, CpPaBHEHHE CTATHCTHYECKHX
COBOKYIIHOCTEN) a/leKBaTHBI U JTOCTATOYHBI Ul pPELleHHs MOCTaBIEHHBIX 3aJad.
PaboTra BbIMONHEHa Ha OOMIMPHOM SMUIEMHONOTHYECKOM (TIPOAHATU3UPOBAHO
260000 ncxon0B poJOB) U KIMHHYECKOM MaTepUalle.

Hayuynasi HOBH3HAa pe3y/IbTaTOB HCC/eA0BaHHA. Brepsele olLieHeHa
4acTOTa BCTPEYAEMOCTH, OCOOEHHOCTH CIEKTpa W JIHHAMHKH BPOXKIEHHBIX
[IOPOKOB Pa3sBUTHs Y HaceJeHHs TpeX pernoHoB 3amanHod CHOHPH, B KOTOPBIX
MMEIOT MECTO BBIPXCHHbIE TEPPUTOPHANIBHBIE PA3IHYUs O IPy3y BPOXKIEHHBIX
MOPOKOB pa3BuTHsA. [loKa3aHO, YTO MEpPONpUSITUSA NPEHATANLHON AUATHOCTHKH
BHOCSAT ~KOPPEKTUPOBKY B  paclpOCTpaHEHHE [OPOKOB pPa3BUTHUSA  CPeIn
HOBOPOX/ICHHBIX JIETCH, M3MEHss KaK BeJNU4YHMHY, TaK M B CIEKTp rpysa BIIP.
BrnepBele  yCTaHOBNEHBI OCOOEHHOCTH M3MEHEHHS 4YacTOThl W CIIeKTpa
BPOXIICHHBIX TOPOKOB DPAa3BUTHS Yy HOBOPOXIEHHBIX U cpend MmionoB ¢ BIIP,
AVMarHOCTHPOBAHHBIX B [IPEHATAIBLHOM IIEPUOAE C MOCIEAYIONIEH HX dIMMHUHALMEH



BCJIENICTBHE IIpepblBaHUs OepeMeHHOCTH. J[laHa OlleHKa BKJIaJa T[EHETHKO-
NpO(UIAKTUYECKUX MEPONPHSATHI - MPeHaTaIbHON JUAarHOCTUKU - B M3MEHEeHHe
pacpoCTpaHEHHs BPOKAEHHBIX IOPOKOB Pa3BUTHS B MOITYJISALIKH.

IIpakTHYyeckas 3HAYUMOCTb PabOTHI 3aKITFOYAETCS B pa3paldOTKE CUCTEMBI
MEPOTIPUATHH, HAIpPABIEHHBIX HA CHIKEHHE TIpy3a BPOXKAEHHBIX ITOPOKOB
pa3BUTHs B TMOMYJSIHUUA U ONTHUMHU3ALMU TAKTUKH BeJEHHUS CeMeil, HMEIOLIUX
OOJIBHBIX C BPOXAEHHBIMH ITOPOKaMH pa3BUTHA. JlaHHBIE pabOTBI MOIYT OBITH
YYTEHBl IpH Pa3paboTKe MNPOPHUIAKTHYECKHX IPOTPaMM M JIHAHOCTHYECKHX
MEPONPHUATHA IIPH OKAa3aHUHU MEJUKO-TeHETHYECKOH IIOMOINM HACEJIEHHUIO
pernona. [lonyyeHHbIe NaHHBIE O YACTOTe, CIIEKTPE U BPEMEHHOM auHaMuke BITP
C Y4eTOM TE€PPUTOPHAIBHBIX OCOOEHHOCTE! JAIOT BO3MOXHOCTh CKOPPEKTUPOBATh
ACSITeIBHOCTh ~ MEIUKO-TeHETHYECKHX  CIIYy)KO PpermoHOB M  YYpeXIEHHI
3[IpaBOOXPAHEHHsI C LENbIO BBIABICHUS, HAOMIONEHNs, JIEYeHUS] U peabuInTaluu
NMAalKWeHTOB C MOPOKaMM pa3BUTHUs. Pe3ynbTaThl paboThl UMEIOT 3HAYMMOCTD IS
CIIELMATMCTOB B 00JIaCTH MEIUIMHCKON 1 KIMHUYECKOM T'eHETHKH, [IEUATPUH.

IlenHocTh Hay4YHBIX PaboOT COMCKATEISI 3aK/IFOYAETCS B XapaKTEPUCTHKE U
OLIEHKE TI'eHETHYECKOT0 TIpy3a BpPOXKIEHHBIX IIOPOKOB pa3BHTHS y HaceleHHs
3anaguoii Cubupu. IlokaszaHo, YTO MepONPHATHS INPEHATATBHOM JUACHOCTUKH
BHOCSIT KOPPEKTHPOBKY B pPAacIpOCTPaHEHHWE IOPOKOB PAa3BUTHS, H3MEHAS Kak
BEJIMYMHY, TaK U B CIIEKTP IPy3a BPOXKJIEHHBIX [IOPOKOB Pa3BUTHS. Y CTAHOBIIEHO,
9TO [Jiss OOBEKTHBHOM OLIEHKH YacTOTHI BCTPEYaEMOCTH BPOXKIEHHBIX MOPOKOB
pasBUTHs, HEOOXOMMMO HAOJIOIeHNEe KaK 3a IOPOKAMH Pa3BUTHS, BBISBJIECHHBIMU Y
HOBOPOXXJICHHBIX JIETE€H, TaK ¥ 3a MMOPOKAMH PA3BUTHUS Y IUIOJIOB C BPOXKIEHHLIMU
[IOPOKaMH  Pa3BUTHSl, JAMAarHOCTHPOBAHHBIX B IIPEHATAIBHOM MEPHUOAE ¢
NOCTICNYIOIEH MX SJIMMHHALIMEN BCIIEICTBUE INpephiBaHus OepeMeHHOCTH. JlaHa
OLCHKa BKJIaJla TEHETHKO-NPOMUIAKTHYECKUX MEPONPHUITHA - IpeHaTalbHOM
JAUArHOCTHUKH - B U3MEHEHHE PACIPOCTPAHEHHUS BPOXKIECHHBIX TOPOKOB Pa3BUTHS B
nomystiuy. IlosrydeHs! HOBbIe 3HAHUS B 00JIACTH MEIUIIMHCKON T'€HETUKH.

IlosiHoTa  W3/I0KeHHsI MaTepHAJOB JuccepranmMd B paorax,
ony0JIMKOBAHHBIX  coMcKaTedeM. [lonydeHHble  aBTOPOM  Pe3yJIbTAThI
ory6ikoBaHbl B 43 Hay4yHBIX paboTax, BKJIKOUas 17 craredl B peLEeH3HPYEeMbIX
KypHanax nepeuns BAK (I'enetuka - 1, Meaununckas resetuka - 6, Poccuiickuii
neluaTpuyeckuil KypHan - 2, 3npaBooxpaHeHue Poccuiickoit ®enepauuu - 3,
Menuko-connanbias sKkcnepTusa U peabuinuraiys — 1; Bompockl mpaktudeckoit
MeIUUMHEL - 1, CHOMPCKUI MEIUIUHCKUH KypHAT - 1, Bonpocsl 1uarHocTuku B
neauaTpuu - 1, SIKyTckui MenuMIMHCKUH XypHal - 1), 17 Te3ucoB B Marepuanax
3apy0eKHBIX H OTEUECTBEHHBIX KOH(PEPEHIU.
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B myGmukanusx Ha OCHOBaHWM JAETAIBHOIO CTATHCTHYECKOTO aHAIN3a
3MHUJEMHUOTOTMICCKUX NaHHBIX PACIPOCTPAHEHUS BPOXKICHHBIX TOPOKOB Pa3BUTHS
OXapaKTepU30BaHa 4acToTa, crieKTp U AuHamuka BIIP B Tpex pernonax 3anamHoi
Cubupu (Tomckas obnacts, PecrmyGmmka Xakacus u PecrnyGnmka Anraif),
OlLlEHEHBbl (aKTOPBI, OKa3bIBAalOIIMe BJIMSHHE HA YpPOBEHb dacToThl BIIP
(MepompuUATHS IIPEHATaNbHON AUArHOCTHKHU, IPUMEHEHHE COBPEMEHHBIX METOJIOB
AuarHocThky, yder BIIP B pa3sHble OHTOreHeTHYECKHE MEPUOJbI), OIMHCAHBI
KIIMHUYECKUE CJIy4yadh HacJ€ACTBEHHON IMaTOJIOTMM Yy mnanueHToB ¢ BIIP
(MOHOreHHBIE M  MHKPONENCLHOHHbIE CHHIPOMBL, pEIKHEe XPOMOCOMHBIE
IePECTPOUKH).

Ilo comep:xkanmio pabGora cooTBeTcTBYeT cmenuajbHocTH 03.02.07 —
TeHeTUKa (OTpacib 3HAHMS — MEIHUIMHCKHE HAyKH), MOCKOJbKY pACIIUpSeT U
YTOYHSET NPEICTABICHUS O BEIWYMHE U CTPYKTYPE I'py3a BPOXKICHHBIX TOPOKOB
Pa3BUTHUS B Pa3sHBIX TEPPUTOPHAIBHBIX TPYIIIAX.



Ouenka BbINOJIHEHHOH coMcKaTeseM paGoThl.  JlMcCepTalMOHHOE
uccinenopanne MunaiueBoit JLU. sBaseTcs caMOCTOATENBHOH, 3aKOHYEHHOM
Hay4YHO-KBATH(QUKALMOHHOH  paGoTOH, B KOTOPOH COMEPKHTCS pelLleHHe
aKTyanbHOM mpoOjeMbl — pa3paboTka Hay4HO OOOCHOBAHHOW CHCTEMBI
MEpOIpPHUATHH, HAMPABJICHHBIX HAa CHUXKEHHE TIPy3a BPOXKIEHHBIX IOPOKOB
Pa3sBUTHS B OMYJISIUSX.

ITo crenenn axTyanbHOCTH, 00beMy TPOBEIEHHBIX UCCIEIOBAHU, HOBU3HE
U Hay4HO-IIPaKTUYECKOM 3HAYUMOCTHU [IOJTyYE€HHBIX pe3yJbTaToB
AuccepTalMoHHas pabora MunaitueBoit JL.U. mOJHOCTBIO COOTBETCTBYeT I1.9
«IlonoxeHuss o TOpsAKe NPUCYKACHUSI YYEHBIX CTENeHel» (B pegakiuu
ITocranosnenus [NpaBurenscta PO ot 24.09.2013 r. Ne 842), npenbsBisieMbIM K
JOKTOPCKUM JHUCCEPTALIHSIM.

HuccepTtanus MuHaitueBoii Jlapucel HMBaHOBHEI «['enetuxo-
SMUJCMUOJIOIHYECKOE  UCCIeIOBAHHE BPOXKJECHHBIX IOPOKOB DAa3BUTHS B
CHOMPCKUX MOMyJNSIKUAX: MOHUTOPHHT, MEAMKO-TeHETHYECKOEe KOHCYTbTHPOBAHHE,
JAWMCIIaHCEPU3aLMsD» PEKOMEHIYETCsl K 3alllUTe Ha COUCKAHWE YYE€HOM CTeleHH
NOKTOpa MEIULIMHCKHUX HAyK 1o crnenuanbHocTd 03.02.07 — reHeTHka.

3akiioueHHe INPHHATO Ha 3aCelaHMM MeXJIabOpaTopHOro  CeMHHapa
DenepalbHOrO  roCyIapcTBEHHOrO — OHOMKETHOro  yupexnenus «Haydro-
MCCIIE/I0BATENIbCKUM HHCTUTYT MEIULUHCKON reHeTHKn» CHOUPCKOro OTIesIeHHs
Poccuiickoii akageMuu MEIULMHCKUAX HayK.

IIpucyTcTBOBaNO Ha 3aceqaHuu 27 YeloBeK (M3 HUX JOKTOPOB HayK — 6).
Pesynbratel ronocosanus: «3a» - 27 4ein, «npoTus» - 0 4eln, «BO3AepKaIoch - 0
yeil., mpoTokon Ne 41 ot 22.04.2014 r.

IIpencenarens cemuHapa
3aMECTUTENb JUPEKTOpa

10 Hay4HOM paboTe I
OI'BY «HUUMI™» CO PAMH . g '
A-p 6uou. Hayk, podeccop e CrenanoB B.A.
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