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BBEJAEHHUE

CormacHo  naHHbIM  BceMupHOl — opraHuzanuu — 3paBOOXpPaHEHUs,
BpoxkaeHHbIe Topoku pa3Butus (BIIP) BeusiBisitoTcs y 2,5-3,0% HOBOPOXKIACHHBIX
[BO3; Hemuxosa H. C., 2023]. OHM 3aHUMAIOT OJJHO U3 JUAUPYIOLIUX MECT CPEIH
INPUYMH JIETCKOM 3a00JIeBAEMOCTH, WHBAJIUIHOCTH, CMEPTHOCTU U SBISIIOTCA
CEepPhE3HOM MEIUIIMHCKOM, COLMUAJIbHOM M HSKOHOMHYECKOW MpoOJIeMOi, YTO
onpenensier npoduinaktuky BIIP kak Baxkheilmyio 3amady 31paBOOXpaHEHUS
[Haropuera C. B. u ap., 2018; Conossesa, I. B. u ap., 2013; Actpaxaniesa M. A.,
2021]. BIIP uentpanbHoit HepBHOM cucteMbl (IITHC) B 0011eit cTpyKType MOpOKOB
3aHMMAlOT BTOPOE€ MECTO TIOC]IE€ aHOMAaJIMil CHCTEMBbl KpOBOOOpalieHus,
nuarHoctupyrores  y  25,0% manueHToB M 00yCIaBIMBAIOT — BBIPAKCHHBIC
HeBponornueckue Hapymenus [EUROCAT; Konnakosa O. b., 2020, A3usosa H. A.
u ap., 2023; bapawmnes 1O. 1., 2010].

[IpenatanbHOe ynbTpa3BykoBoe uccienoBanue (Y3U) saBisercss OCHOBHBIM
MetozioM BbisiBiieHus1 BIIP ronoBrHoro mosra [EpmoBa-IlaBinoBa A. A. u ap., 2018;
Hernandez N. E. et al., 2022]. [Ipu Y3U mnoaa yaiie 1MarHOCTUPYIOTCS TSAXKEbIE
TUIBl MOPOKOB KOHEUHOI'O0 MO3ra: aTeidHIedanus, asodapHas U cemuioOapHas
rojonpo33Huedanus. JloponoBas TuarHocTUKa JIETKUX TUIOB, TAKUX KakK JI00apHas
rojonpo3sHuedanus M areHe3us MO30JIMCTOIO TeJld, BBI3BIBAET OINPEICICHHBIC
TpynHoctd. Kak mpaBuiao, 3T TMOPOKM YCTAHABIMBAIOTCA MOCTHATAIBHO Y
NAIMEHTOB ¢ HEBPOJOTMYECKUMH WM TIOBEICHUECKMMU HapyiieHusamu [Scelsa B.,
2022; Tsai P. et al., 2023; Hadley D.W. et al., 2018].

['ereporeHHoCTh (akTOPOB, JNexkamux B ocHoBe (hopmuposanust BIIP LTHC,
OTpEeJIeNsIeT 3HAUYUTENbHYI0 BapuaOelIbHOCTh BUTAJIBHOTO M HEBPOJOTHYECKOTO
NporHo3a y nanueHToB. WneHTudukanus HaACIeICTBEHHOW NPUYMHBI MOPOKa
MO3BOJISIET OLIEHUTH MPOTHO3 JJIS JKU3HU U 370pOBb peOCHKA, ONPEIEIUTh PUCK
MOBTOPEHHUS 3a00JIEBAHMS B CEMbE, YTO UMEET KJIIOYEBOE 3HAUCHHUE JIJISi MEJIUKO-
IFeHEeTUYECKOr0 KOHCYJbTUPOBAaHUS M MOA0Opa ONTHUMAJIbHOW  CTpaTeruu
NPEeAMMIUIAHTALIMOHHON U (WJIM) MpeHaTalIbHOW TUArHOCTUKU NP MOCIEAYIOMIMX
OEpEMEHHOCTAX, a TaKXKe Il BbIOOpa CEeMbHM B OTHOUIEHUH PENPOAYKTHBHOTO
noBenenus [Luo C. et al., 2024; Lugli L. et al., 2025; Marchionni E. et al., 2024].

Takum  00pa3oM, BaXHOCTb HW3YYEHHUS  MOMYJSIUOHHOW  YaCTOTHI
rojonpo3sHuedanuy, MOPOKOB pPA3BUTHUS MO30JIUCTOIO Tea, UX HTHOJOTHUH,
KJIMHUYECKUX TPOSBICHUN, a TakkKe HEeoOXOAMMOCTh pa3pabOTKH alropuTMa
MEJMKO-TeHETUUECKOTO0  KOHCYJIbTUPOBAHUSA, IO3BOJSIONIETO  YIYYIIUTh HX
JUArHOCTUKY, YBEJIMYUTh YACTOTY POKIAEHHUS 3I0POBOT0 MOTOMCTBA, IPEAYIIPEIUTD
POCT I€TCKOM MHBAJIMIHOCTH IO MPUYMHE HACIEICTBEHHON MAaTOJIOTUH, COKPATUTD
3aTpaThl Ha JICYEHHE, ONPENENSAIOT AaAKTYyaJlbHOCTh, HAYYHYI0 HOBU3HY U

IMPAKTHYCCKYIO SHAYMMOCTb HACTOAIICTO UCCICAOBAHNA.
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OBIIASA XAPAKTEPUCTUKA PABOTHBI

CBs3b pa0d0THI ¢ HAYYHBIMHU NIPOrPAMMAMHU (MIPOEKTAMH) U TEMAMH

Huccepraunonnas padota BeinosiHeHa B pamkax HUOK(T)P «Pa3zpaborats u
BHEJIPUTh METOJ| MPEHATAIbHOW AMATHOCTUKH U TAKTUKY MEIMKO-T€HETUYECKOTO
KOHCYJIbTUPOBAaHUS TPU KHUCTO3HBIX OOpAa30BaHUSAX M AUCIUIA3USAX CTPYKTYpP
rOJJOBHOTO MO3ra y IUIOJOB MW JeTel» OTpaciaeBOil Hay4YHO-TEXHHYECKOU
nporpaMmbl  «370pOBbE€ MaTepu M pebeHka — OorarctBo oOmiecTBay (HOMEp
rocynapctBeHHou peructpauuu 20162676 or 05.07.2016, cpoku BBINOJHEHUA
I xBapran 2016 roga — I'V kBapran 2018 roga) u 3ananus «PazpaboTaTh U BHEIPUTH
B IIPAKTUYECKOE 3PABOOXPAHEHUE METOJ] IUarHOCTUKU U MEIUKO-T€HETUYECKOTO
KOHCYJIbTUPOBAHUS MPU aHOMAJIHUSAX Pa3BUTUS MO30JUCTOrO TEJIA», BHIIOJIHEHHOTO
no rpanty lIpe3unenta PecnyOnuku benapycs B 2021 rogy. Tema auccepranuu
COOTBETCTBYET INPUOPUTETHBIM HAINpPABIEHUSM HAy4YHOW, HAYYHO-TEXHUYECKOU U
WHHOBAIMOHHOMN AesitenbHOCTU (1. 2 Yka3a IIpesunenta Pecnybnuku bemapych
Ne 156 ot 07.05.2020 «O npHOPUTETHBIX HAIPABICHUSAX HAy4YHOH, HAy4dHO-
TEXHUYECKON M HHHOBALIMOHHOM AeaTenbHOoCTH Ha 2021-2025 roasn»).

Heab ucciaenoBaHusi: yiIydylIuTh IepUHATAIbHBIE UCXObI U MIPEAYIIPEAUTD
POXKJEHUE JAETEeH C TAXKEIBIMA BPOXKICHHBIMU OPOKaMH TOJIOBHOTO MO3ra IyTeM
pa3pabOTKM  aJIroOpUuTMa  MEIHUKO-T€HETUYECKOTO  KOHCYJIbTHUPOBAHUS  MpHU
BBISIBJIECHUU TOJIONPO33HLEPaANINM, areHe3sud MO30JIMCTOro Tejla Yy IUIoJa,
OCHOBAHHOI'O HA aHAJIM3€ OSTHUOJIOTMYECKUX (PAKTOPOB U  OCOOEHHOCTAX
KJIIMHUYECKUX MPOSIBICHUI.

3agaum uccie10BaHUA

1. VYCTaHOBUTH MNOMYJSILUOHHYKD YacTOTy UM CTPYKTYpy THOPOKOB
KOHEUYHOro Mo3ra (Trojiompo3sHiedaninu U aHOMajluid MO30JUCTOTO Tejla) B
Pecnyonuke benapycs 3a 2013-2022 rojpl.

2. [IpoBecTn aHaNIu3 ATUOJIOTUYECKHUX IPUYUH pa3BUTHUS
rojonpo3’Huedanuy, areHe3ud  MO30JIUCTOrO  Teja, ONpPENeIuTh  BKJIAJ
HACJIEICTBEHHBIX U K30T€HHbIX (DaKTOPOB, BIUSIOIIKX HA (POPMUPOBAHHE TOPOKOB.

3. Ouennuth 3G(PEKTUBHOCTL METOJOB TMPEHATATBHOW JIUArHOCTUKHU
pa3NUYHBIX THUIOB TOJOMNPO33HLUEPAIUM W areHe3uu MO30JIUCTOrO  Tela.
[Ipoananu3upoBaTh KIMHUYECKHUE MPOSBIEHUS y JE€TEN ¢ rojonpo3sHuedanuei u
areHe3ued MO30JIMCTOTO Tella, OINPEeAENUTh CIEKTP COYETAaHHON MAaToJOTuH,
BUTAJIbHBIA U HEBPOJIOTUYECKUM IIPOTHO3.

4. Pa3paboTaTh aJiropuT™M AMArHOCTUKH U YCOBEPILIEHCTBOBATH MEIUKO-
Ir€HEeTUYECKOE€ KOHCYJIbTUPOBAHME TMPU BBISBIECHUU TOJONpPO3dHUEepaIuu U
areHe3uu MO30JIMCTOrO Teja B Mpe- U MOCTHATAIBHOM NEPHUOJIE ISl ONTUMU3ALUU
OKa3aHMsI MEIULIMHCKON MOMOIIY O€pEMEHHBIM, HOBOPOK/IEHHBIM, JIETSIM.



O0bekT  HCCaeI0OBaHUS:  IUIOAbI, MEPTBOPOXKIECHHBIE, JI€TH  C
rosionpo3suuedanueit (I'TID), arenesueit mozonuctoro tena (MT) (ocHoBHas
rpynna), 250 6epeMeHHBIX U UX HOBOPOXKACHHBIE (IpyIIia CpPaBHEHU).

IIpeamer wucciae0BaHUsA: CBEACHUS aHAaMHE3a, KacarollUMecss TEYEeHUs
OEpEMEHHOCTM U HACJIEJICTBEHHOM IMAaTOJOTMU B CEMbE, AaKYyLWIEpPCKUX U
MIEpUHATAIBHBIX HCXOJO0B, JaHHbIE IpeHataibHOro Y3W 1uioma, pe3yJbTarsl
CTAHJAPTHOTO LIUTOT€HETUYECKOI0 U MOJIEKYJIIPHO-TEHETUYECKUX UCCIICIOBAHUM,
aHTPOIMOMETPUYECKHE U (PEHOTUIIUYECKUE TaHHbIE HOBOPOXKJIEHHBIX, MOKa3aTean
IICUXOMOTOPHOI'0 ¥ PEYEBOr'0 Pa3BUTUSA JETEM.

Hayuynast HOBU3HA

Bnepsoie B PecniyOnuke benapych paccuMTaHa nmomyJisiiMOHHAs 4acToTa U
onpezeneHa crpykrypa ['TID u anomanuit MT.

[TonTBep>kaeHO  BIAMSIHUE  DK30T€HHBIX  ()AKTOPOB:  THUIEPTEPMHUH,
JIEKOMIICHCAllUM CaxapHOro juabera 1-ro Tuma, XpPOHUYECKOW aJIKOTOJIbHOU
MHTOKCUKAIIMM y OEpeMEHHBIX B KPUTHUYECKHE CPOKH pa3BUTHS SMOpPHOHA Ha
dbopmupoBanue ['T1D, arenesuu MT. YcraHoBieHHble (BaKkTOphI, BIUSIONIUME Ha
dopmupoBanue ['TID u arenesun MT y minoaa, ompenenstoT mperpaBUIapHYIO
MOJATOTOBKY JKEHILWH TPyl pUCKa K OEPEMEHHOCTH.

[Tony4yeHbl HOBBIE JaHHBIE O XPOMOCOMHBIX M MOHOI'€HHBIX NPUYMHAX
dbopmupoBanust ['TID u arenesum MT, a Takke 00 WX BIMSHUU Ha TSIKECTh
3a00sieBaHus. Y CTAHOBIIEH CIIEKTP XPOMOCOMHBIX HAPYIIEHHUH, 00yCIaBIMBAIOIINX
pazButue ITIDO m arenesum MT. OmnpeneneH BknaJg MOHOT€HHBIX NPUYHMH B
dbopmupoBanue HecunapomaibHoM ['TID u arenezun MT.

Bnepeoie B PecnyOnuke benapych mNpoaHaM3UpOBAHbl KIMHUYECKHUE
nposieneHust 111D wm arenesum MT y nereild, ompeneneH CHEKTp COYETAHHOU
[1aTOJIOT MU, BUTAJIbHBIM U HEBPOJIOTMYECKUN IIPOTHO3.

Ha ocHOBaHMM YCTaHOBJICHHBIX 3HAYMMBIX KIMHMUYECKUX U TEHETUYECKUX
XapaKTEepPUCTUK pa3pabOTaHbl M BHEAPEHbl B KIMHUYECKYIO MPAKTUKY HAy4YHO
00OCHOBaHHBIE AITOPUTMbI MEAMKO-T€HETHYEeCKOro koHcyibTupoBanHus (MI'K),
KOTOPBIX HEOOXOJIMMO Npuaepx uBatbes npu BoisiBieHuu ['TID u arenesun MT y
10Ja M HOBOPOXIEHHOTo. Vcrnonb3oBaHue pa3pabOTaHHBIX AJITOPUTMOB
[IO3BOJIMJIO  PEalln30BaTb  MEPONPUATUS 1O  BTOPUYHOM  MEAULMHCKOU
npoUIaKTUKE U MPEIOTBPATUTH POXKICHUE €Tl ¢ cucTeMHbiMU Topokamu [THC
B 85,7% ciyuaes.



ITos10:keHUsI, BBIHOCUMBIE HA 3aIUTY

1. B Pecnybnuke benapych MOIYJISIUUOHHAS 4acToTa
roJjionpo3sHiedanuu cocrariser 2,3 Ha 10 000 HoBopoxkneHHbIX. HacnencTBenHas
ATUOJIOTUS YyCTaHoBiIeHa y 46,5% mnanuMeHTOB: XpOMOCOMHBIE HApyILIEHUS —
y 39,5%, u3 Hux 47,1% cBg3ansl ¢ Tpucomuein 13. MOHOreHHbIE NPUYUHBI
dhopmupoBaHus MOpOKa ycTaHOBJIEHBI B 7,0% cityuaeB. XpoHUUYECKash aJIkOroJibHas
uHTOKCcuKaus (6,5%; p=0,01), nexommeHcaiusi caxapHoro auabera 1-ro Turma
xeHmuH (6,5%; p=0,01), 3a0oneBanust y MaTepu, COMPOBOXKIAIOIIUECS
runeprepmueit 38°C u Bbllle B TeyeHUe 3 U Ooliee CyTOK, Ha 4—6-i Heaensax
pazButus  3MmOpuona  (21,7%; p<0,001) m[OBBILIIAIOT PUCK  pPa3BUTHUSA
rojionpo3sHiedanuu. IlpenaranbHO  rosionpossHiedanus JUATHOCTUPYETCS
B 70,7% ciyuaes.

2. Hetu c ronompo3dHiedanineil yaiie poXIAITCA C MNpU3HAKAMU
MpeHaTalbHOU 3aJepKKu (pusnueckoro paszputus (56,3%; p<0,001), B cocTosiHuuU
TsDKENIOW wuiaum  ymepeHHoil acduxcuu (43,8%; p<0,001), B 59,3% cnyuaes
HY)KJIAIOTCS B OKa3aHWUW MEAWIIMHCKONH TOMOIIM B OTACIICHHMH WHTEHCHUBHOU
T€paluyu M pEeaHUMAIlUH, JIETATbHOCTh cocTaBisier 19,4%. CoueraHnHble MOPOKHU
pa3BUTHS ICHTPAJLHON HEPBHOW CHCTEMBI BBISBISIOTCS Y BCEX TMAI[UCHTOB C
rojionpo3sHiedanueli MU mOpeacTaBieHbl Mukpouedanuen, ruapoiedanue,
OTCYTCTBUEM pa3/ICJICHUS ITyOOKHX CTPYKTYP MO3Ta B COUETAaHUU CO CPEAUHHBIMU
nopokamu juua. HeBposornueckas naTojorus onpenesiercs npu ceMuio0apHon
rojionpo3suuedanuu B 100,0% nadmronenuit, npu jodapHoit — B 77,2% v NPUBOJIUT
K MHBAJIUIA3AINH TTAIIICHTOB.

3. [TomynsiuoHHass 4acTOTa MOPOKOB Pa3BUTHUS MO30JUCTOIO Tela B
Pecnyonuke benapych cocraBnser 5,1 cinydas Ha 10 000 HOBOPOXXICHHBIX.
Hacneacteennas stuosiorus ycraHoBieHa y 38,1% DauMEHTOB: XPOMOCOMHBIE
3a0oneBanus —y 24,3%, monorennsie — y 13,8%. IlepecTpoiiku xpomocoM yaiie
0o0yCIaBIMBaIOT Pa3BUTHE YACTUYHOW areHe3nu Mozoyuctoro tena (35,2%), yem
noHou (5,4%; p<0,001), a MOHOT€HHBIE HApPYIIEHUS C OJUHAKOBON 4YACTOTOMU
MPUBOJAT K (POPMUPOBAHUIO KAK MOJHOM, TAK U YaCTUYHOU areHe3ur MO30JIUCTOrO
TeJa B COCTAaBE CUCTEMHBIX WJIM MHOXXECTBEHHBIX MOpokoB pazsutus (p=0,397;
p=0,935). Ha 06pa3oBaHue mopoka 0Ka3bIBaIOT BIUSHUE XPOHUYECKAs AJIKOTOJIbHAS
uHTOKCUKaius (6,6%; p=0,001), runeprepmusi O6epemeHHbix 38°C u BbIIE B
TeueHue 3 u Oonee cyTok, Ha 7—12-i1 Hepemsx recrauuu (23,8%; p<0,001).
[IpenaTanbHO areHe3us MO30JIMCTOTO Tella fuarHoctupyercs B 37,6% ciydaes.

4. Jletu ¢ areHe3nen MO30JIUCTOrO TEJa Yalle POKIATCA C IPU3HAKAMUA
MpeHaTalbHOU 3a7epKKu Puszndeckoro pazsutus (31,7%), B coctosiHuu achukcuu
TSOKEJION wiaum ymepeHHoil cteneHu (25,0%), TpeOyrOT oOKa3aHUsS IOMOIIM B
OT/ICJICHUY UHTEHCUBHOM Tepanuu u peanuManuu (22,7%; p<0,001). Hons cnydaen

c JIeTanbHBIM HMcxoaoM cocTaBiseT 13,4%. IlomHas arene3ms MO30JMCTOrO Tela
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(73,7%) uame, uem yactuuHas (3,5%), SBISETCS HU30JUPOBAHHBIM IMOPOKOM
(p<0,001) u B 81,0% ciy4aeB 1eTH KIMHUYECKHU 37]0POBbI. AT€HE31s MO30JIUCTOTO
TeJa B COCTaBe MHOKECTBEHHBIX BPOXKIAEHHBIX MOPOKOB PA3BUTHS, XPOMOCOMHOIO
¥ MOHOT'€HHOTr0 3a00JIeBaHUsl BCEI/Ia COMPOBOXKAACTCS TSKEIOW WIM yMEPEHHOU
3aJIep)KKOM MCUXOPEUYEBOTO U MOTOPHOI'O PAa3BUTHUA, & TaAKXKE HEBPOJIOTHUECKUMU
HapyweHusiMu. [Ipumenenue paszpaboranHoro airoputMma auarHoctuku u MI'K
no3Boimwio B 6,4 paza COKpaTUTh KOJMYECTBO CIIy4aeB POXKIACHUS JETel ¢
cuctemubiMu nnopokamu [THC (p=0,019).

JIMYHBIA BKJIAJ COUCKATEJIS YUEHOH CTeNeH!

ABTOpOM BBITIOJIHEH aHAJIU3 HMMEIOIICICS OTEYECTBEHHOW W 3apyOeKHOMU
JUTEPATYpbl MO TEeME AuccepTaluu, CcHOpMYyJIHpPOBaHBI BEAyILIUE MPOOIEMBI,
OIpEJENIeHbl METOJO0JIOTHSI U METOJAUKH uccienoBanus. COBMECTHO C HAy4YHbIM
PYKOBOJUTENEM OIpPEAEIEHbl LEIb U 3aJa4d JUCCEPTALlMOHHOTO HCCIEI0BaHMS,
00CYy>X/I€HbI BBIBO/Ibl U TIOJIO’KEHMSI, BBIHOCUMBIE Ha 3aIIUTY.

ABTOpOM pa3paboTaH IU3aiiH UCCIEI0BAaHUS, BBIIIOJIHEH OTOOp MAlMEHTOB,
cOOp MEepBUYHBIX MaTepuaioB, chopmupoBaHa 0a3a maHHbIX. J[J11 Bcex cemei, B
KoTophix yctanoBjeHa ['TID (arene3uss MT) y miiona, aBropom nposeaeno MI'K mo
IIPOTHO3Y JJIsi MOTOMCTBA, OCMOTPp JieTel B uHaMuke (BkJaz couckarens 100,0%).
JInuHbINA BKJIAJ COMCKATENsl B HAy4YHBIE PE3yJIbTaThl, BOIIEIUINE B IUCCEPTALUIO,
coctaBiusier 90,0%. VYyacTue COHUCHOJHUTENEH OTPAKEHO B COBMECTHBIX
nyonukanusax. Ilo Teme aAuccepTallMOHHOTO HCCAEAOBaHUS pa3padOTaHbl U
yTBEpKJIeHbl MuHHCTEpCTBOM 31paBooxpaHenus PecnyOnuku benapyce Tpu
MHCTPYKIUU IO IPUMEHEHUIO.

Anpoodauus pe3yJibTaTOB AUCCEPTALMHU U uHopmauus
00 MCII0JIb30BAHUH €€ pe3yIbTaTOB

Pe3ynbTaThl AMCCEPTAMOHHOTO MCCIIEN0BAHUSA U €r0 OCHOBHBIE MOJI0KEHUS
ObLIM MPEACTABJICHBl Ha PECHYOIMKAHCKUX U MEXKIYHApOIHBIX KOH(PEPEHLUSIX U
KOHIpeccax: «AKTyaJlbHbIE BOIPOCHl OPraHU3alUMy MEIUIMHCKON MOMOIIU
MalueHTaM ¢ PEeIKUMU TeHeTHYeCKUMH 3aboneBanusiMu» (Munck, 2016, 2017),
«CoBpeMeHHbIE MEPUHATAIIbHBIE MEAUIMHCKUE TEXHOJIOIUU B PEUICHUU MPOoOJIeM
neMmorpaduueckoit OezomacHoctu» (Munck, 2017; Munck, 2020-2024), 29th
Annual Meeting of the German Society for Human Genetics (GfH) (Munster,
Germany, 2018), II MexayHapoaHbIi  MEXAUCHMUIUIMHAPHBIA  KOHIpECC
«IIpobyieMbl pPENpPOAYKIMU: HHHOBAI[MOHHBIE TEXHOJOTUU B PENpPOLYKTUBHON
menuuuHey (Munck, 2018), X cwe3n neauatpoB u I IlepuHaranbHblii KOHTpecC
Pecnyonuku benapycy (Munck, 2018), «BcmomoratenbHble penpoayKTHBHbBIC
TEXHOJIOTUM: TpoOieMbl U nepcnekTtuBbl» (Butedck, 2018), «MonekynspHo-
IFeHEeTUYECKUE MCCIIEIOBaHUs B JUArHOCTUKE HACJEACTBEHHON MAaTOJOTHU:
MHTEpHpETaLUs pe3yibTaToB, pUMEHEHUE B KJIIMHAYECKON
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npaktuke» (Munck, 2019), «2024: MemuuuHCKas TEHETMKA B KIMHUYECKOU
MpaKTHUKEe COBpPEeMEHHOro Bpaua» (MwuHck, 2024), «HeTunuuHble nposBICHUS
T€HETUYECKUX CHHIPOMOB: CHUMNOTOMBI U JuarHoctukay (Mwuuck, 2024), III
PecnyOnukaHckass Hay4YHO-TIpaKTHYeCKass KOH(EPEHIUs C MEeXIyHapOIHBIM
ydyacTueM «J/luarHoctvka W jedeHue HaCIeICTBEHHBIX HEPBHBIX 3a00JIEBAHUM Y
nereir» (Mwunck, 2024), PecnyOnukanckuii cemuHap «2025: BO3MOXHOCTH
MpeHaTaJbHOW JIMATHOCTUKU U (PEeTaJbHOW XUPYprud TMpU aHTEHATaJIbHOU
natosiorun» B pamkax XXX MexayHapoaHoro MeaunuHckoro gopyma (MuHCK,
2025).

[IpakTyeckue pe3ysabTaTbl JUcCEpTallMM  OQOpPMIIEHBI B BHUIE TpeX
WHCTPYKIIMI IO TPUMEHEHHIO, YTBEPKACHHBIX MUHUCTEPCTBOM 3/IpaBOOXPAHEHUS
Pecny6iiuku benapych 1 BHEIpEHHBIX B MIPOLIECC OKAa3aHUSI MEIUIIMHCKON MTOMOIIN
NalyeHTaM ¢ royionpo3sHuedanuei, areHe3ueil MO30JIUCTOTO Tella U UX CEMbSIM:
«ANTOPUTMBI  TIpEHATAIbHOW  JMArHOCTUKK U MEIUKO-T€HETUYECKOTO
KOHCYJBTUPOBAHMS TP BPOXKJIECHHBIX MOPOKAX Pa3BUTHUS IEHTPAIbHONW HEPBHOMU
cucteMmbl» (Ne 137-1217 ot 16.03.2018), « AnropuT™ npeHaTaTbHONU JTUATHOCTUKU
KHCTO3HBIX 00pa30BaHMI U AUCIIA3UM TOJIOBHOTO Mo3ra y mioga» (Ne 143—-1118 ot
30.11.2018), «Meton JTAArHOCTUKU HACJIEICTBEHHBIX 3a00JIEBaHMH,
MPOSIBIISIOIIUXCS aHOMAJIUSIMU Pa3BUTHS MO30JIMCTOrO Tena y moaa» (Ne 001-0122
ot 28.02.2022).

Ony0JTHKOBAHHOCTD Pe3yJbTATOB AUCCEPTALUM

[To TeMe quccepranuu OomyoJIMKOBaHO 23 Hay4dHbIe PaOOTHI OOIIUM 00BEMOM
7,6 aBTopckux nucta. M3 Hux 11 crareit (5 aBTOpCKUX JIMCTa) — B )KypHaiIax u
COOpHUKAX HAY4YHBIX TPYJAOB, BKIIOUYEHHBIX B TMEpEeYEHb HAYYHBIX H3JaHUN
PecniyOoniuku  benapych uisi mpeAcTaBi€HHs] PE3YJbTATOB JIMCCEPTALMOHHBIX
UCCIEeIOBaHMM, 8 cTareid B Hay4HbIX KypHajlaXx U COOpHHUKax MaTepHalioB
KoH(pepenuuii (1,5 aBTOpCKOro Jiucta), a Takxe 3 HHCTPYKLIMK 1o npuMenenwto (1,1
aBTOPCKOTO JIMCTA), pa3paboTaHo | palMoHaIN3aTOPCKOE MPEIOKEHHUE.

CtpykTypa U 00beM JUCCepTALUU

Huccepranus uznoxeHa Ha 173 cTpaHuIiax ¥ COCTOUT U3 BBEACHUS, OOIIeH
XapaKTEepUCTUKU padoThl, IJ1aBbl 0030pa JIUTEpPATyphbl, TJIaBbl C ONUCAHUEM
MaTepualla ¥ METOJOB HCCIEIOBAaHUA, JIBYX IJIaB PE3YJbTaTOB COOCTBEHHBIX
UCCJIEIOBAHUM, 3aKIIIOUeHUs, OUOIMOrpaMyecKoro Ccrnucka W MPUIIOKEHUN.
OCHOBHOHM TEKCT IHCCEPTALMMU 3aHUMAET 84 CTpaHUIbl KOMIIBIOTEPHOTO TEKCTA,
comepkut 29 Tabmuiy u 20 pucyHkoB (oOmmMm oObemMoM 26 CTpaHHUII).
bubnuorpaduyeckuii cnucok pasmemnieH Ha 19 crpanunax u Briaoyaer 173
MCTOYHHUKA JIUTEpaTyphl U 23 myOnukauuu couckarens. [Ipunoxenus 3anumaror 44
CTpaHUIIbI.



OCHOBHAA YACTb

MarepuaJjibl 1 METOABI HCCJIEOBAHUSA

HccnenoBanue BBIMONHSUIOCH Ha 0a3e TOCYJApCTBEHHOTO YUYPEXKICHUS
«PecnyOnukanckuil HayqHo-mipakTuyeckuit nentp «Mats u auts» (PHIIL «Matb u
nuts» B nepuod ¢ 2013 mo 2022 roa. UccnegoBanne BKIIKOYAIO CIEAYOIIUE ITAMBI:

1. PerpocniekTuBHOE HcCCieAOBaHUE C OXBaToM 989 634 HOBOPOXKIAEHHBIX
(>kuBO- M MepTBOpOXkIAeHHbIe) B Pecniyonuke benapyces 3a 2013-2022 roner s
onpeaeneHus: nonyJsiiuoHHoW yactotel 119 u anomanuit MT. TlonynsuuonHas
yactora paccuuthiBaiack Ha 10 000 HoBopoxaeHHBIX. MHpopmanuio o
YUCJIEHHOCTM HOBOPOXKJIECHHBIX YTOYHSJIM IO JaHHBIM  HanumonanbHOro
cTaTucTUYeckoro komutera PecyOinuku benapyce.

2. ITpOoCIIEKTUBHOE MCCIIEIOBAHMUE.

B rpynny wuccnenoBanusi BkirodeHbl 288 mpodanmoB (¢ ['TID, n=86;
c arenesueit MT, n=202), cembu koropsix npoxoguiun MI'K B PHIIL «Mate u
auts» 3a nepuon 2013-2022 rr. ChoekTp MOPOKOB KOHEYHOTO MoO3ra ObLI
MpECTaBIICH CIEAYIOIUMH HO30I0TusIMU: anoOapHas ['TID (n=43), cemuniobapHas
[TI3 (n=16), nobapuas I'TID (n=26), cpeAMHHBIA MEXIOJYLIAPHBIA BapUAHT
(CMB) (n=1), nonnas arenesust MT (n=74), yactuunas arenezuss MT (n=128)
(pucynox 1).

B amobapuas ['TID cemmmobapuas ['TID nodapuas ['TID

B TomHasa arenessgs MT W yacTianadg arenesuas MT = CMB

PucyHnok 1 — CrieKTp nopoKoB KOHEYHOr0 MO3ra
B IIPOCNIEKTHBHOM rpyIne uccjieioBanus, %

Kpurepusimu Brimtouenus spisiiiock Hanuuue 110, arenesun MT y mona,
HOBOPOXJIEHHOTO0,  MEpPTBOPOXKIEHHOrO,  BBISIBIEHHBIX 1pu  Y3U wu
MOATBEPKIAEHHBIX MO pe3yibTaTaM MarHUTHO-pe3oHaHcHON Tomorpaduu (MPT)
WIH PY TATOMOP(}OIOTHYECKOM UCCIIEIOBAHUU.



['pynmy cpaBHenust coctaBwin 250 map «MaTb — HOBOPOXKJICHHBIN,
OTOOpAaHHBIX METOJOM CIIy4allHOW BBIOOPKM M3 0a3bl JAaHHBIX aKYLIEPCKOTO
¢busnonornyeckoro otaenenuss PHIIL[ «Mare u guts» 3a 2013-2022 roasl
Kputepusimu BKItOUEHUS SBISIIOCH poxkaeHue pedenka 6e3 BIIP u xpoMocomMHBIX
aHOMAaJIUH.

2.1. AHanu3 HacleACTBEHHBIX (PAKTOPOB: OJJTHOMOMEHTHBIN MPOCTEKTUBHBIN
ananu3 nuroreHetudeckux (I'TI3, n=86; arenezuss MT, n=202) u MoJeKyIsIpHO-
reHetnueckux naHHbIX (I'TID, n=10; arenesus MT, n=67).

2.2. PeTpOCHEKTHUBHBII aHaJIW3 HK30T€HHBIX (PAKTOPOB pHUCKA (aHAMHE3
poauteneit, TeueHue 6epemeHHocTH) B rpynmax ['TID (n=40), arenezun MT (n=122)
u rpynne cpaBHeHusa (n=250). J{u3aiiH onpeaeneHusi 3TUOJIOTHUECKUX (HaKTOPOB
IIOPOKOB IIPEACTABIEH HA PUCYHKAX 2 U 3.

I IIpobGanab! ¢ roionpo3sHuedanueit, n=86 |

¢
‘ IluToreHeTnueckoe UcciIeI0BaHNe, N=86 ‘
4
‘ Hopma |
17 v
Buemnue ¢axropsr: ['TI3, n=46 MornekynspHO-TeHETHUECKOe CTpyKTypHBIE YucneHnsle
I'pynma cpaBaenns, n=250 nuccnenosanue, n=10 nepecTpoiiku, n=10 nepecTpouku, n=24
¥ ! v v

MenuKo-reHeTHYECKOE KOHCYIIBTHPOBAHHUE:

- mperpaBUIapHas IOATOTOBKA (IIPY HATMYUH K30T€HHBIX (PaKTOPOB)

- POTHO3 IUIS KU3HHU U 30POBBS

- pHCK i cHOCOB M TOTOMKOB

- ompejeneHne 00beMa MPEHATAIBHOMN UATHOCTHKH MIPH CIEAYOIIeH OepeMeHHOCTH

PucyHnok 2 — /Iu3aiin onpenesenus pakropos popmupoanus I'TID

| IIpoGannst ¢ arenesueit MT, n=202 ‘

v
| [luroreneTnyeckoe uccienopanue, n=202 ‘
4
| Hopma
2 ¥ ¥ CrpyKTypHBIE YucneHHsle
Buemnue ¢axropsr: MT, n=122 ., MorekyisipHo-TeHeTHIecKoe MLPA, NIEPECTPOMKH, | | IEPEeCTPOIKH,
I'pynna cpaBuenus, n=250 uccienoBanue, n=46 XMA n=21 n=28 n=8
¢ ] [ v

Menuko-reHeTu4eckoe KOHCYJIETHPOBaHUE:

- TperpaBuaapHas HOATOTOBKA (IIPU HAJIMYKHU 3K30T€HHBIX (PAKTOPOB)

- TPOTHO3 JUIS KHU3HU U 310POBbs

- pHCK 115 cHOCOB M TOTOMKOB

- omperneneHre oObeMa MpeHaTaIbHON IUArHOCTUKH MIPH CIEAYIOIEH OepeMEHHOCTH

Pucynok 3 — /Iu3aiin onpeaesienus pakropos popmupoBanus aresesun MT



2.3. CpaBHuUTENbHBIA aHAMU3 3P(HEKTUBHOCTH MPEHATATbHOW AUATHOCTUKU
OpU  Pa3IMYHBIX THUIMAX TOPOKOB M CPOKOB HUX BBISBICHUS IO JIaHHBIM
npenaranbHoro Y3U (I'TID, n=82; arene3uss MT, n=194).

2.4. CpaBHUTEIbHBIM aHAIN3 JAHHBIX COCTOSIHUSI HOBOPOXKIEHHBIX
(I'TID, n=32; arene3ust MT, n=172; rpynmna cpaBHeHus, n=250).

2.5. IIpocneKkTUBHOE KOTOPTHOE 00CEPBAIMOHHOE UCCIIEI0BAHNUE C AaHAIU30M
JIAHHBIX KJIMHUYeckoro ocMoTpa nereit B 1 rox (I'TID, n=28; arenesuss M T, n=165),
B 3 roaa u 6 net (I'TID, n=25; arenesus MT, n=115).

2.6. Onenka 5(}QekTUBHOCTU pa3padOTaHHBIX METOAAa JUArHOCTUKU U
anroputMa MI'K nposenena Ha 6aze PHIIL] «Matb 1 auts» mo oopaiiaeMocTu 3a
KOHCYJIbTallMeil reHeTrKa ceMmeil ¢ arenesueid MT y npobanga. AHanu3 mpoBeeH
NyTeM CpaBHEHUS JBYX NepuoJoB ucxonHoro (2020) u wucciieqoBaTeNbCKOTO
(2022). Pacyer »sKOHOMHYECKOM H(PGHEKTUBHOCTH OCYIIECTBICH COTJIACHO
YTBEPKJI€HHOM MUHUCTEPCTBOM 3pABOOXPAHEHUS] HHCTPYKLMH 110 TPUMEHEHUIO
Ne 159-1203 ot 31.12.2003 «MeTtonuka pacyeToB 3PPEKTUBHOCTH MEIULUHCKUX
TEXHOJIOTUH B 3paBooxpaneHun» [Mosuan K. A., 2003].

2.7. CTaTUCTUYECKUH aHAM3 JAHHBIX MPOBOJAWIM C HCIOIb30BAHUEM
muneH3noHHoi Bepcuu nporpammuoro odecneuenuss STATISTICA 10 (StatSoft
Inc., CIIA). HakomieHnue, KOPPEKTUPOBKA, CHUCTEMaTU3alUsl  MCXOJIHOMU
uH(pOpMaIMU OCYUIECTBIISUIMCH B AJIEKTPOHHBIX Tabnuiax Microsoft Office Excel
2016. ITockoJIbKY NOJyYEHHBIE TaHHBIE HE MMEJIM HOPMAJIBHOTO PaCHpeleIeHus,
ObUIM TMPUMEHEHbl HemapaMeTpUueCKHMe METOAbl CTATUCTHUYECKOro aHalu3a
(xputepuii Manna — Yurau, Kpackena — Yosmnuca). KonnuecTBeHHbIE pe3yIbTaThl
UCCJIEIOBAHMS TIPEJICTABIICHbl B BHUAE MEIUaHbl, HWXKHErO (25 MpOLEHTWIb) U
BepxHero (75 npouentuiib) kBapTuiieit (IQR — interquartile range). CpaBHUTENbHBIN
aHaJIM3 HOMUHAJIbHBIX MEPEMEHHBIX OCYIIECTBIISIIM C HCIOIb30BAHUEM TOYHOTO
kputepuss Ouiiepa u Meroga Xu-KBaJapar ¢ ONPEAEICHUEM OTHOIICHHS IIAHCOB
(O) ¢ 95% noBepuTenbHBIM UHTEPBAIOM. KpuTHueckuid ypoBEeHb 3HAYMMOCTH
npuHuMain paBHbeIM p<0,05.

Pe3yabTaThl COOCTBEHHBIX MCCJIEA0BAHUI

Ouenka nonyasinuoHHOM 4YactoTrhl I'II9 M mopoxos pa3Butusa MT.
B Pecnybnuke benapycs 3a nepuon ¢ 2013 o 2022 ron 66110 3aperUCTPUPOBAHO
989 634 HOBOpOkAEHHBIX U BbIsABIEHO 2534 cioydas BIIP [IHC. B ctpykrype BIIP
HHC ynenwsubiit Bec I['TID coctaBun 9,0% (n=227), anomanuii pazutus MT —
19,9% (n=503). Ilomynsuuonnass uacrora BIIP IIHC cocraBuia 25,6 Ha
10 000 HOBOpOXAEHHBIX; ToNyasiuHOHHAsA yactota ['TID — 2,3, anomManuii pa3BuTus
MT — 5,1 na 10 000 HOBOPOXKIECHHBIX.

Cunexktp nmopokoB I'llJ. B rpynmne uccnenoBanusi anodapnas ['TID Obuia
yctaHoBiieHa y 50,0% (43/86) mnpobangoB, B 18,6% (16/86) cnydyaeB —
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cemuniobapnas, B 30,2% (26/86) — noGapuas. Y onpHoro pebenka (1,2%)
uaeHTuguuuponan penkuiit CMB Bapuant I'TID.

HacnencrBennnie ¢akropsl ¢opmupoBanusa I'IID. HacnencreeHnHsie
daktopsl  ¢opmupoBanust [TID BesiBieHsl y 46,5% (40/86) maiueHTOB.
CraHgapTHBIA [IUTOTEHETUYECKUN aHAIM3 IO3BOJUI YCTAHOBUTH XPOMOCOMHYIO
natoJsioruto y 39,5% npobanaoB. MoHOreHHbIE TPUYUHBI (DOPMUPOBAHUS TTOPOKA
ycraHoBieHbl B 7,0% ciydaeB. Cpean BceX XpOMOCOMHBIX aHOMaJIUK Tpucomus 13
muarHoctupoBana B 47,1% (16/34) ciywaeB, CHUHAPOM TPUILUIOUAMM U
tpucomus 18 —y 14,7% (5/34) u 8,8% (3/34) npobanaoB COOTBETCTBEHHO. Pekue
MOJIHBIE TPUCOMUU M MOHOCOMHUHU ofpeneneHsl B 5,9% (2/34) wnabnroaeHuid.
CrpyktypHble mnepecTpoiiku oOHapyxkeHbl y 29,4% (10/34) mnamueHToB, B
50% ciy4aeB CTPYKTYpHBIH aucOanaHc ObLT yHAacjleAOBaH OT KIMHUYECKHU
3I0POBOTIO POAMTEIIA, HOCUTENS COATaHCUPOBAHHOM TpaHCIOKaluu. MoHOreHHas
aTHOJIOTUs HecuHApoMasbHOM ['TID Obuta ycranosiena B 7,0% ciydaeB. U3 HuX B
66,7% HaOMIOJeHUI MaTOreHHbIE BapUAHThl ObUIM YHACIEAOBaHbl OT POAMTENS C
MUKpo(hopMamMu aHOMAJIMK TPO33HIEPATUIECKON TPYIIIIbI.

Bueminne ¢axropsl ¢opmupoBanusa I'IlD. VYcranoBneHo BiMsHUE
JIEKOMIIEHCAIIUK caxapHoro nuadera 1-ro tumna (6,5%), XpOHMYECKON aTKOroJIbHOM
uHTtokcukanuu (6,5%) (p=0,01), runeprepmunu (21,7%) (p<0,001) B xputUueckuit
nepuon ¢popmupoBanus I'TID (4—6-s1 Henenu pasButus 3MOpuona). OmnpexaeneHa
npsiMasi 3aBUCUMOCTb M1y Bo3pacToM MaTepu crapiue 30 JieT 1 pUCKOM pa3BUTHUS
['TID, o00ycnoBIEHHOW YHCJIOBBIMH AHOMAIHMSMU XPOMOCOM (TPUCOMUSIMH)
(p=0,007). dns coyuaes ['TID ¢ HOpMaIbHBIM KapUOTUIIOM BO3PacTHOU (pakToOp HE
MMeJI CTAaTUCTUYECKH 3HAYMMOM accoruanuu ¢ popmMupoBanueM nopoka (p<0,37).

IIpenaranbHas nuardoctuka I'III. [To pesynbsratam npenaraibHoro ¥Y3U
I'TID y mona 6suta quarHoctuponana B 70,7% (58/82) cnyuaes, B 17,1% (14/82)
HaOJII0JICHUI YCTaHOBJICHBI JPYTrUe€ aHOMAJIUM TOJIOBHOTO Mo3ra, y 12,2% (10/82)
o0cnenoBannbix natosorust LIHC He Obuia onpenenena. Ha npenaraibHOM 3Tane
anobapnas ['TID BeisBisuiace B 100% (42/42) ciyuaes, cemunoOapHas — B 73,3%
(11/15) nabmronenuid, nobapuas — B 24,0% (6/25). IlonydyeHHbIE pE3yJIbTATHI
JEMOHCTPUPYIOT BBICOKYIO UYBCTBUTEIBHOCTh Y3 B IMarHOCTHKE TSAXKEIBIX TUIIOB
['TID (anobapHasi u cemuiioOapHasi) U MOJYEPKUBAIOT CIOKHOCTh JHATHOCTUKHU
nobapuoro tuna (y’arms-crmn=14,36; p<0,001; yarms-nrn>=47,9; p<0,001;
Yerm-nrmn=9,74; p<0,01). Meauana cpoka BeisgBieHus anobaproii I'TID cocrasuia
84 musa recraruu (IQR=77-133) u cTaTUCTUYECKH 3HAYMMO OTJIMYajIach OT
cemunoOapuoi (131; IQR=84-210) u nobapuoii (153; IQR=141-229; p<0,001).
Bce cinyuan ano6apnoit ['TID Obuiu BeIsBIICHBI 10 22 HEAENb T'eCTallii, B TO BpeMs
kak jobOapHas I'TID B maHHOM cpoke yctaHoBieHa juiib B 12,0% nHabmogeHui
(p<0,001).
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Cpok npeHaranbHOro BbIsiBIeHUS [TID u ee Tum uMmenu omnpenensoiiee
3HAYEHUE ISl MPUHATUS PEUICHUS CEMbEH O MPOJIOHTMPOBAHUHM OEPEMEHHOCTH.
[IpepbiBaHMeM 1O MEAUIMHCKUM IOKa3aHUsAM 3aBepmuiuck 61,6% (53/86)
OepeMeHHOCTEeH, poXKJIeHHeM KuBoro pedenka — 37,2% (32/86), anTeHatanbHOU
rubenbto mwioga — 1,2% (1/86). B cinyuae ycranosnenus anodapuoit (97,7%) unu
cemuiiobapHoit (62,5%) I'TID GepemeHHocTh walle, yem mpu JjodapHoi (3,8%)
3aKaH4YMBaJach NpepbIBAHUEM IO MEAULIMHCKUM MokazaHusM (p<0,001).

Kannnueckasi xapakrepuctuka nanuentoB I'IlD. Poxnenuem pebenka
3aBeprmnck 62,5% (10/16) 6epemennocteit mpodanaom ¢ cemunodapuoi I'TID u
96,2% (25/26) ¢ nobapnoit. Ilpu poxaenuu 56,3% nereit ¢ I'TID umenu Hu3kue
(menee 10 mepueHTuHiIeH) MokazaTenu (HU3NUECKOTO Pa3BUTHUSA, Y HOBOPOKACHHBIX
IPYIIbl CpaBHEHUS TakuX HaOmoAeHud 3apeructpupoBaHo 2,4% (p<0,001).
Huskue (4—6 OamnoB) ouenku mno mkaie Amnrap (p<0,001) omnpenensnuch
y 31,3% noBopoxnaenubix ¢ I'TID, 43,8% cnydaeB AeTu ObUIM MEpEBENEHBI HA
uckyccTBeHHy0 BeHTwsinuio jerkux (MBJI) (p<0,001). Jleuenue B ycrmoBusiX
OTJeJeHUs] UHTeHCUBHOW Tepanuu u peanumanuu (OUTP) tpebosanock 59,3%
MiazeHnam. JleranbHblid ucxo ObLT 3apeructpupoBan y 19,4% npobangos ¢ ['TID,
B HeoHaTajdpHOM mnepuone B 9,4% cayudaeB. Uucno ciyyaeB, 3aBEPIIMBLIMXCS
CMEPThIO peOeHKa, ObLTO O0JbIIe cpean aetent ¢ cemunodapuoi (57,1%) I'TID, yem
c tobapnoii (8,3%) (p=0,013).

Couerannble opoku [HHC BbisiBIE€HBI y BCcEeX MNAIlMEHTOB C JOOApHOU U
cemuinoOapHoil I'TID, onHako CHEKTp MaToJIOTMUM M 4YacToTa BapbupoBaiu. [lpu
ceMUJI00apHOM THIIE MOpPOKa B 7 pa3 yaiie, yeM mpu jodapuoi (57,1% mnpoTtun
8,3%) BcTpeuanack ruzapouedanvs, B 85,7% ciydaeB onpeaensiach JUChyHKIHS
runoranamyca. Ilpu nobGapuom Tune [ITID dame peructpupoBaiach
mukpouedanus (62,5%). CylopoKHBIM CUHIPOM/3MUIEIICUS ObLJT YCTAHOBJICH Y
BceXx jnereil ¢ cemuiobapHoit u 'y 36,4% — ¢ nobapnoit I'TID (p<0,05). Hdebrot
cynopor y Tpex naereil ¢ cemmiobapuoit I'TID ormeuen B 2, 3 u 11 mecsiies.
Menaunana Bo3pacta MaHU(ECTAUU CYyA0POKHOIO CUHIpOMA B TPYIINE C JIOOapHOU
I'TID cocraBuia 8,5 (IQR=1,5-11,0) mecsiues. ['TID sBasieTcs CUCTEMHBIM IOPOKOM
ITHC, kOTOpPBI TPUBOJUT K MHBAJIMIA3ALINH TTALIMEHTOB 34 CYET HEBPOJIOTMUECKHUX
Wi ncuxuatpuueckux Hapymenuil. K Bospacty 3 ner y Beex (100,0%) nereit ¢
cemuino0apHbiM TurnoM I'TID n'y 77,2% ¢ noGapHbIM yCTaHOBJIEHA UHBAJIUIHOCTb.

[TonyyeHHbIe pe3ysbTaThl ObLIM OTPAXKEHBI B «AJITOPUTMAX MPEHATAIBHOM
JUAarHOCTUKM W MEJIUKO-T€HETUYECKOTO KOHCYJIbTUPOBAHMUS TPHU BPOKJIECHHBIX
MOPOKAX Pa3BUTHUS LICHTPAJIbHON HEPBHON CUCTEMBDY U «AJITOPUTME MTpeHATAIbHON
JIMAarHOCTUKHU KHUCTO3HBIX 00pa30oBaHUM U AMCIUIA3U TOJOBHOIO MO3Ta y IUIOAA,
KOTOpbIE HMHTETPUPYIOT COBPEMEHHBIE NPEACTaBICHUS 00 ATHOJOTHYECKHX
dakTopax, KpUTepUsiX NpeHaTaibHOU Y 3-muarHoctuku, npornoze npu [T, u
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IpeIHa3HAYeHbl JJI1 ONTHUMM3aLUMU MNPEBEHTUBHBIX MEPOINPUSATUNA U CHUKEHUS
4acTOThI poxkacHus aereu ¢ ['T10.

Cunektp nopokoB MT. Cpeau o6ciie10BaHHBIX MAIMEHTOB C aHOMAIUSAMU
MT B 63,4% (128/202) Oblna ycTaHOBJIEHAa YacTUYHAsi  areHe3us,
B 36,6% (74/202) — monHas.

HacaencrBennole  ¢axkropsl  ¢opmupoBanuss  arenesmu  MT.
HacnencrBennsie (aktopbl ¢GopmupoBanus areHe3un MT ycTaHOBIEHBI Yy
38,1% (77/202) nanreHTOB: XpOMOCOMHBIE 3a00sieBanus — y 24,3%, MOHOT€HHBIE —
y 13,8%. Ilouck HacineacTBEHHBIX (DaKTOPOB BBIMOJHSIICS B TpU dTama: -l —
CTaHJApTHOE IUTOreHeTHYeckoe wucciaegoBanue (n=202), 2-i — MOUCK
MUKpOIepecTpoeK XpoMocoM (n=21), 3-i1 — MOHOT€HHBIX MPUUYKH (N=46).

XpoMocoMHasi ~ MaToJorus N0 pe3ysibTarTaM  KapUuOTHUIUPOBAHMUS
nuarnoctupoBana B 17,8% (36/202) ciiyyaeB: 4KCII€HHBIE aHOMAJIUU XPOMOCOM
ObLIM yCTaHOBJIEHBI B 22,2% (8/36) HaOmo1eHuil U ObUIU MPEICTABICHBI MOJHBIMU
TpucoMusaMu 13-i1 m 18-i1 XpOMOCOM, CTPYKTYpHBIE NEPECTPOMKH XPOMOCOM
onpenenensl y 77,8% (28/36) npobannos. B 14,3% (4/28) ciayyaeB CTpyKTypHbIE
HapyLIEHUsT XPOMOCOM YHAcCJEIOBaHbl OT KIWHUYECKH 3J0POBOTO POAUTEIS,
SBJIAIOIIETOCS. HOCUTENIEM COaTaHCUPOBAHHON TPAHCIOKALIUH.

[Torck MUKpOJENIENI/MUKPOAYIIIIMKALIMI XPOMOCOM BBIIIOJIHEH MAallUEHTaM
C MHO>KECTBEHHBIMH BPOKI€HHBbIMU NOpokaMu pa3Butus (MBIIP) u/uiu 6onee yem
TpeMs CTUTMaMHU JU33MOpUOTreHe3a B COUETaHUU C ITPEHATaIbHOU 3aJIePKKOM pocTa
IJI0Jla WM TOCTHATAJIbHON 3aJepKKOil ¢u3nueckoro pa3Butus. Mcnonb3oBaHue
JIOTIOJTHUTENbHBIX MOJIEKYISPHO-TEHETUYECKUX METOAO0B IMO3BOJWIIO YBEJIMYUTH
YaCTOTY BBISIBJICHUS XPOMOCOMHOT0 aucbananca Ha 6,5% (13/202). XpoMocoMHbIN
nucbaane yare IPUBOIMII K (bopMHpPOBaHHUIO YaCTUYHOU
areHesunt MT (35,2%; 45/128), uem nonnoi (5,4%; 4/74) (p<0,001).

Hcnonb3oBaHue CEKBEHUPOBAHMS HOBOIO IMOKOJEHUS (next generation
sequencing — NGS) M03BOJMIO YCTaHOBUTH MOHOI€HHYIO MPUYUHY MOpPOKa B
13,8% (28/202) cmyuaeB. Bricokas auarHoctuueckas 3HauuMocTh Meroga NGS
noka3ana juis naiueHToB ¢ MBIIP unu cucremusimu nopokamu [IHC, nmeromumu
B cBoeM cocTtaBe yacTuuHyo (80,0%) wiu nonuyo (66,7%) arenesuto MT, Torna
KaK IIPU U30JIMPOBAHHOM TuIe nopoka MT MOHOreHHbIe MPUUYMHBI BBISBICHBI HE
OBLIH.

Buemnue ¢axkropnl popmupoBanus arenesmu MT. Cpeau 5K30reHHBIX
¢dakropoB ¢dopmupoBanus arenesun MT B coctaBe cucremHoro nopoka [MHC
YCTAaHOBJICHO BJIMSIHUE XPOHUYECKON aJIKOTOJIbHOW HWHTOKCUKALIMM MaTepu
(p=0,001) u runeprepmun (38,5°C u BbIIe B TeueHue 3 JHeW u Oojee) B
kputnyeckuil nepuon popmupoBanuss MT (7-12-1 Hepenu pa3BUTHS SMOPUOHA)
(p<0,001). B rpymne ¢ arenesuer MT aikorojgpHass HMHTOKCHKAIUs

3apeructpupoBaHa B 6,6% cnydaeB, B rpynne cpaBHeHus B 0,4%. Haubonee
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3HAYUMbIM  ()aKTOPOM  SIBJISUIACH TUIEPTEPMHUSI B KPUTHUUYECKUHA TEPHOJ
smOpuorenesa (7—12-1 Hegenu recranuu). B ocHOBHOW rpymnme 3ToT (akTop
BcTpeuancss y 23,8% wmarepeit, uto B 5,4 pasza NPEBBILIAIO YAaCTOTY B TPYIIIE
cpaBHenus (4,4%).

IIpenaranbnas auarHocTuka arenesmm MT. Ilo pesyasraram
npeHaranbHoro Y3 arenesust MT ycranosiena B 37,6% (73/194) ciyqaes. bosnee
BBICOKAsl 4YyBCTBUTENbHOCTh Y3 onpezensiachk Npy BbISABICHUH MTOJTHOW areHe3uun
MT (60,3%), yem uvactuunoun (24,0%) (p<0,001). Menuana cpoka BBISBJICHUS
nonHoit arenesun MT cocraBuna 164 (IQR=140-220) nus pa3Butus mioaa,
gactuyHoil — 154 (IQR=133-217) nusa 0e3 CTaTUCTUYECKH 3HAUYUMBIX Pa3uyui
Mexay rpynnamu (p=0,2), 4To omnpenensieT eUHOE «IMAarHOCTUYECKOE OKHO» BO
BTOpOM Tpumectpe. ¥ 19,6% (38/194) nanuentoB, y koTopbix arene3us MT He
Obl1a BBISIBJIEHA NPEHATAIbHO, ObUIM JAMAarHocTupoBanbl Apyrue nopoku HHC.
CymectBennasa nonst ciaydaeB ¢ nopokamu [HHC, Bxmowarommmu arenesnto MT
(42,8%; 83/194), ocTaetrcs He BBISIBJICHHOM ITPpH MpeHaTaibHOM Y 3U, 4yTO oTpaxaer
CJIOHOCTb MHTEpIIpETAlMU Y 3-IPU3HAKOB JTAHHOW MATOJIOTHH.

B 14 cnywasx c¢ aHomMamuamu MT, yCTaHOBIEHHBIMH 10 JaHHBIM
npeHaranbHoro Y3, BeimonHeHa npeHatanbHas MPT romoBHoro mosra miozaa B
cpokax 17-32 nenenu recranuu. Pesynpratel MPT noaTBepauiu nanusie Y3 6e3
JONOJIHUTENbHON uHpopMauu B 64,3% cnyudaeB, B 7,1% cBenenuss ObuiH
nonoyiHeHsl, B 7,1% mno3Bomwin nuddepeHurpoBars aABe naronoruu, y 21,4%
npoOaH0B — U3MEHUTDH MPEABAPUTENbHBIA TUarHo3. Jluarnoctuyeckas LEHHOCTh
npeHaranbHod MPT npu arenesun MT nHanpsmyro 3aBucena ot tumna rnopoka MT.
Ilpu nonHOM wu3oauMpoBaHHOM areHe3sun MT 1npoBeneHuE ONOJHUTEIBLHOU
npeHaranbHo MPT He nmeer CylIeCTBEHHBIX AUArHOCTUYECKUX IMPEUMYIIECTB
nepen Y3U. Ilpu wactuuHoi arene3mu MT, KOoTOopas 4acTO MMEET COYETAHHBIC
nopaxenuss I[HC, npenaranbnas MPT  coxpaHser CBOIO  BBICOKYIO
nHpopMaTuBHOCTH (35,7%) ¥ MOXKET UCIIOJIH30BATHCS JIsl YTOUHEHUS XapaKkTepa u
o0ObeMa nopaxenus. Poxaenrem pedenka 3aBepiuiuck 85,1% OGepemMeHHOCTEN, B
14,3% cnydaeB BBINIOJHEHO IIpepbIBaHUE OEPEMEHHOCTH M0 MEIULUUHCKUM
MOKa3aHUsM, B OJTHOM HaOJIIOICHUH MPOU30IILJIa aHTeHaTalbHask THOeNb I10/a.

Kinnuyeckue mnposiBieHusi y maumeHToB ¢ arenesmed MT. Jletu ¢
areHesueit MT wdame poxnpanuch B TskenaoMm coctosHuu (25,0%), drto
MOATBEPKAAIOCH HU3KMMHU OLIEHKaMHU MO IKajie Anrap kak Ha 1-il, Tak U Ha 5-i
MUHYTE kU3HU (21,5%) B cCOMOCTaBIEHNN C HOBOPOXACHHBIMU IPYIINbl CPABHEHUS
(3,6%; p<0,001), 31,7% mnpoOGaHAOB MMEIM MPU3HAKUA MpPEHATATBLHON 3aJEPIKKU
¢dbusuyeckoro pazsutus (p<0,001). TsoxecTs cocTosinug netei ¢ arenesuet M T nipu
poxxaeHun oOyciaBinuBaia HeoOxoaumocTh VMBJI B 21,5% ciyuyaeB u nedeHus
B ycinoBuax OUTP — B 22,7%. JletanpHblii ucxon 3apeructpupoBaH y 13,4%

MAalMEHTOB, Yy 4,1% — B HEOHATAIILHOM MEPHUOJIE.
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Cpean xuBopoxaeHHbIX areHe3us MT kak M30aupoBaHHBIA MOPOK Oblia
ycTaHoBieHa y 26,7% (46/172) nauuentoB. M3onupoBanHas ¢gopMa nopoka yvaiie
ompenessyiach MpU MOJHOW areHe3uu, yeM Mpu vacTuyHor — 73,7% (42/57) u
3,5% (4/115) cyuaeB coorBeTcTBeHHO (p<0,001). Couerannnie nopoku [{HC Obu1n
nuarHoctupoBanbl y 73,3% (126/172) npobannoB. Yactuunas arene3uss MT uaie
accouuupoBaHa ¢  cuctemMHeiMu  nopokamu  [HHC  (96,5%), dyem
nonHast (26,3%) (p<0,001). BuTanbHbli W HEBPOJOTUYECKUU MPOTHO3BI IS
peOeHKa KOpPpEeNUpOBajId C 3THOJOTMEH MOpPOKAa M HAJIMYHUEM COMYTCTBYIOIIEH
natosiornv. Hanbosnblliee Yuciao JeTalbHbIX UCXOJOB YCTAHOBJIEHO MPU areHe3uu
MT B crpykrype xpomocoMHbIiX (23,8%, 10/42) u MOHOreHHBIX 3a0oJieBaHUM
(23,3%, 7/30). Cynopoxubiii cuaapom omnpenensiics y 15,1% (26/172) nereid, ¢
HanOOJbLIEH YaCTOTON perucTpaluy Ipu MOHOTeHHbIX cuHApomax (33,3%; 10/30)
u cucreMubix BIIP [THC (28,6%; 8/28). U3onupoBannas ¢opma arenesun MT
XapakTepuszoBaiach Oojiee OJIArONPUSTHBIMU HEBPOJOTHMUECKMMH Hcxoiamu. B
Bo3pacte 6 ner 81,0% pereil pa3BuBamuch 0€3 HAPYLIEHUW WHTEJUIEKTYaJIbHOTO
pazButus (HMP) u neBponoruueckoit matosoruu. Ognako y 5,4% ycTaHOBJIEHO
pPaccTpOMCTBO ayTUCTUYECKOIO CIEKTPa, Y 5,4% — cuHapom aeduurta BHUMaHUS U
runepaktuBHoctu 06e3 HUP, 8,2% — c¢ HUP. [Ins yTouHeHuMs TuIa MOpOKa,
OIpEIEIICHHS COUETaHHOM MAaTOJIOTMH, BUJA U 00beMa FeHETUYECKHUX UCCIE0BaHUIN
pazpaboran  amroput™ MI'K npu  ycraHoBnenum  arenesun MT y
pebenka (1ioaa) (pucyHok 4).

[lepBryHOE MEIUKO-TEHETUUECKOE KOHCYITBTHPOBAHIE CEMbU
MIPY BBISBJIICHUH areHe3UH MO30JIMCTOTO Tela Y Iioia/pedeHkKa

CrangapTHOe nuToreHeTndeckoe uccienosanue (G-bandung)
L
CrientupuvecKue KIMHAISCKUE He cneumduueckue
MIPOSIBJICHUSI TEHETUUECKOr0 CHHAPOMA KIMHUYECKHUE TIPOSBICHUS
v P v

MoJeKymsapHO-TeHETHIECKOE MostexysipHO- XpomocomHoe

uccienoBanue (TeH, MaHenb, IATOT€HETUYIECKOE 3abosneBaHue,
NGS,MLPA, XMA) uccneyosanue (FISH) o0ycroBIeHHOE

T T YHCJICHHBIMU/

o CTPYKTYPHBIMHU

MoHOTeHHBIN CHHAPOM MHUKPOJICICIIHN/ PYKTYPE
nepecTpokamu
CHHJIPOM MHKPOY IUTHKAIIAH 7
L 4 v

Meanko-reHeTH4eCKoe KOHCYJIBTHPOBAHHUE C ONIPEACICHHEM:

- BUTAJIBHOTO U HEBPOJIOTMYECKOTO MPOrHO3a /I peOeHKa

- cerperamyy BbISIBJICHHOTO ITaTOT€HHOTO BapUaHTa B CEMbE

- pHCKa IOBTOPEHHUS sl CHOCOB/OyayIIIero moTOMCTBA

- o0bema npeHaTaNIbHON/ IPEeAUMILIAHTALIMOHHOM AUArHOCTHKHY TIPH IUITAHUPOBAHUU
OepeMEeHHOCTH

PucyHok 4 — AnropuTm IMarHOCTHKHA M MEIUKO-T€HETHYECKOI0
KOHCYJIbTHPOBAaHUA NPHU ycTaHOBJeHUHU areHe3nu MT y pebdenka (miioaa)
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Pe3yabTaTrhl anpodanuu ¥ 3KOHOMHYECKas 3PPeKTUBHOCTH. OleHKa
3 PeKTUBHOCTH pa3pabOTaHHBIX MeETOJa JAMArHOCTHMKA U anroputmMa MI'K
npoBesieHa Ha 0aze PHIIL «Math u nuts» mo oOpaiaeMocTH 3a KOHCYJIbTaluen
IeHETUKa B CBSI3U C BhIsBIEHHOW areHesuert MT y mpoOanna. AHanu3 mpoBeeH
IyTEM CpaBHEHUs JIBYX MepuooB: ucxogHoro (2020 roxa, 10 BHeAPEHUs: METOJA U
alropuTMa) U uccienoBarenabckoro (2022 rox). CpaBHUTENbHAS XapaKTEPUCTHKA
nokazaresne a¢ppextuBHocTn Auarnoctuku 1 MI'K nipeacrasnena B Tabnune.

Tabnuua — CpaBHHTENbHAsI XapaKTepucTuka HaOmoaeHuil ¢ arenesueid MT y
npobanaa 1o (2020) u mocne (2022) BHeapeHus pa3paOOTAaHHOIO METOjIa

nuarHoctuku 1 anroputma MI'K npu BeisiBnenun nopoxos [THC

Crarucruyeckas
3HAYUMOCTH
pasiuyuit

29 31 - -

[Mokazarens/rox 2020 2022 oul (An)

O0mee

HaOJII0 ICHHI
Yucno
[IPEHAaTAILHON
JTHarHOCTUKHU
MT, u3 Hux:

qHuCII0

ClIy4aeB

58,6% (17) | 77.4% (24) | =1,1;p=0,462 | 2,33 (0,75-7,2)

arcHe3nun

- U30JIMPOBAHHBIN
- CUCTEMHBIN

5,8% (1)
94,2% (16)

8,3% (2)
91,7% (22)

¥*=0,12; p=0,795
¥*=0,12; p=0,795

1,54 (0,12-18,5)
1,54 (0,12-18,5)

Yucno clydaeB c
YCTaHOBJICHHBIM

70,6% (12/17)

87,5% (21/24)

v=1,81; p=0,344

4,08 (0,88-18,8)

MOPOKOM 10 22 HEeJeNb
recTaluu
Yucno
3aBCPUIMBIINXCA
poXaeHueM peOceHKa ¢
mopokoM [IHC moce
MI'K

CITyJaeB,

91,7% (11/12) | 14,3% (3/21) | =7,01; p=0,019 | 77,0 (7,14-830,21)

Nudopmanust 0 HAIMYUKA COYETAaHHOM MATOJIOTUU BIMsUIA HA BRIOOP MeToAa

YTOUHSIOIIEH J1abOpaTOpHOW (F€HETUYECKON) JAMArHOCTUKH, OIpeAesiCeHue
BUTAJIBHOTO U HEBPOJOTHYECKOTO MPOTHO3a I OyAyIIero pedeHKa 1 onpeaesnsiio
PENPOIYKTUBHYIO TaKTHKY B CEMbsX. JlaHHbIE MMENM CTATUCTHUYECKH 3HAUMMbIE
[MHC B 2020 wun

2022 romax (¥* = 7,01; p = 0,019). BHenpenue HOBBIX Pa3pa0OTaHHBIX METOMAA

pasnuusg 1O 4YHUCIY POXIACHHBIX JETEM C IOPOKOM

JIMarHOCTHKU HACJEACTBEHHBIX 3a00JIeBaHUM, MPOSABISIONIUXCSI aHOMAIUAMU
pazButua MT y moaa, 1 anroputMoB npeHaTanbHOM auarHoctuku U MI'K npwu
BIIP IIHC no3Bonmwio ynydmunts kadecTBO MI'K m cokpaTuTh 4nciio poxacHus
JIETE C CHCTEMHBIMH ITOPOKaMU TOJI0BHOTO Mo3Ta B 6,4 pasa (91,7%/14,3%=6,4).
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3AKJIIOYEHUE

OcHoBHBIE HAYYHBbIE Pe3yJabTaThl JUCCEPTALUH

1. B Pecniy6nuke benapycs 3a nepuon 2013—2022 roasl nonyasiiiioHHast
4acTOTa NOPOKOB LIEHTPAJIbHOM HEPBHOM CUCTEMBI ompezeneHa kak 25,6 ma 10 000
HOBOPOXIEHHBIX. B CTpyKType IIOPOKOB LIEHTPAJIbHOM HEPBHOU CUCTEMBI BKJIAJ
rojionpo3sHiedanu cocraBmn 9,0%, MOPOKOB pa3BUTHS MO30JIUCTOrO Tela —
19,9%. IlonynsimonHas yactoTa rojonpos3Hiedanuu coctaBwia 2,3 Ha 10 000
HOBOPOJKJICHHBIX, aHOMAJIMK Mo3oaucToro tena — 5,1 Ha 10 000 HOBOpOXKAEHHBIX.
AnoGapHasi rosornpo3sHiedanus sIBisiach caMOM 4acTOW MaToJIOTUEd B CIEKTpe
rojionpo3sHiedanuun u guarHoctupoBaiack B 50,0% ciydaeB, 100apHBIA THII
onpenensuics B 30,2%, cemmobapHsbiii — B 18,6% [2—A; 4-A; 8—A].

2. HacnencrBennsie  (akTOphl  SIBISJIMCh  NPUYMHON  pa3BUTHS
rojionpo3sHiedanmu B 46,5% ciaydaeB, XpoMOCOMHBIN nucOananc — B 42,5%.
B crmekTtpe XpoOMOCOMHOM MaTojoruuM Mpeodiiaiaiii YKUCIOBBIE TEPECTPOUKHU
xpoMmocoM: Tpucomusi 13 (47,1%), tpurmonaus (14,7%), tpucomus 18 (8,8%).
Bknan CTpyKTYpHBIX XPOMOCOMHBIX aOeppauuil B (opmupoBaHHe MNOpOKa
coctaBiisi 29,4% c Haubosee yacTbiMU niepecTpoiikaMu xpomocoM 13 u 5. B cembsax
C OTSArOLICHHBIM aHAMHE30M NP HECUHAPOMAIBHOM rosonpo3isHiedaInu
UCIIOJIb30BAHUE  MOJIEKYJISIPHO-T€HETUUYECKUX  HMCCJIEJOBAHMM  IMO3BOJIMIIO
YCTaHOBUTH MOHOTE€HHYIO 3THOJIOTHIO B 75,0% Habmonenut [6—A; 9—A; 13—-A].

3. Cpean »5k30reHHBIX (DaKTOpPOB, BIMSIOIMX Ha (QopMUpOBaHUE
roJjonpo3sHuedanuu, 3HaYMMbIMU SIBJISUTUCH IEKOMIIEHCALIMS caxapHOro auadera
l-ro Twna (6,5%) (p=0,01), XpoHuueckas aJKOTOJbHAs WHTOKCUKAIIUS
(6,5%) (p=0,01), runieprepmus 38°C u BhIlIe B TeUeHUE 3 U 00Jiee CYyTOK y MaTepu
Ha 4-6 Henensx pa3BuTus sMOpuoHa (21,7%) (p<0,001) [7-A; 9-A].

4. [Io pe3ynapraTaM MpeHATAIBHOTO YJIbTPA3BYKOBOI'O HCCIEAOBAHUS
rojionpo3sHuedanus y rona Ovuta ycranosieHa B 70,7% (58/82) ciyuaes, ¢
pa3IUYHBIM  YPOBHEM  BBIABISIEMOCTH MEXAYy TUNAaMU. AJIOOapHBIA  THII
nuarnoctupoBan B 100,0% ciyuaeB, cemunoOapubii — B 73,3%, nmobapHblii — B
24,0% [3—-A; 4-A; 24-A].

3. Ha momenT poxnenus 56,3% pgereil ¢ rojmonpossHuedannein uMenu
Huzkue (Menee 10 mepuenTuiiei) mokazarenu gusznueckoro pazputus (p<0,001).
Tepanust B peaHUMallMOHHOM OTHENeHUU TpedoBasiack 59,3% HOBOPOKIAECHHBIX C
rojionpo3snuedanueit  (p<0,001). Tomompozsnuedanust SBISETCS  TIKEIbIM
MOPOKOM T'OJIOBHOI'O MO3Ta, OOYCIaBIMBAIOIIMM BBICOKYIO JIETalIbHOCTh. B
Bo3pacte o 2 ner ymepno 19,4% nereir, B 9,4% ciyyaeB — B HEOHATaJIbHOM
nepuoae. CynopokHbIM CcUHIpoM/3mujerncust omnpeaensuics y 36,4% npereit ¢
J00apHBIM TUIIOM M Yy BCEX MalMEHTOB ¢ cemuinobapHsiM. K 3 ronam y Bcex aeteil ¢
ceMuiobapHoit rojonpo3dHiedanueit u'y 77,2% c nobapHoil ObUI1a ycTaHOBJIEHA
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WHBAJIMIHOCTb, YTO CBHJIETEIBCTBYET O BBICOKOM YPOBHE WHBaJIUAN3ALUN
MalKUEeHTOB MPH JIIDOOM U3 TUIIOB rojonpo33Hiedanuu [9-A; 11-A].

6. HacnencrBeHnHbie (pakTopbl areHe3uu MO30JMCTOTO TeJla yCTAaHOBJICHbI
B 38,1% HabmoneHuii. XpoMOCOMHasi MaToJIOTUsl JguarHoctupoBaHa B 17,8%
cinyuyaeB. CTpyKTypHBIE IEpeCTpOKr xpoMmocoM (77,8%) onpenensauch yaiie 4eM
yucienueie (22,2%). B 14,3% caydasx pucOananc ObUT yHacleIoBaH OT
KJIIMHAYECKU 3/I0POBOTO POAMTENS, HOCUTENS COATaHCUPOBAHHOM TPAaHCIOKALUU.
JIOMOTHUTENBHOE MCIOJB30BaHUE MOJIEKYJISIPHO-TEHETUYECKUX METOJIOB MpHU
o0OCJeI0BaHUM YBEJIUYMIJIO YAaCTOTY BBISBIEHUS XPOMOCOMHOIO jaucOanaHca
Ha 6,5%. MHcnonb3oBaHWE CEKBEHHPOBAHUS HOBOTO TMOKOJICHHSI MO3BOJIMIO
YCTaHOBUTh MOHOTEHHYIO MNpUYMHY nopoka y 13,8% mnamueHToB C areHe3newu
MO30JIMCTOrO Tena. Beicokas quarHocTuyeckas 3HAYMMOCTh METOJAA OIpenesieHa
JUISL CIy4aeB C MHOKECTBEHHBIMU M CHUCTEMHBIMU MOpPOKaMH, TOTAA KakK MpuU
M30JMPOBAHHON areHe3uu MO30JUCTOro Tena 0e3 HEBPOJOTMYECKHUX MPOSBICHUN
1enecoo0pa3HOCTh €ro MpuMeHeHus: He Obuta moatrBepxkacHa [1-A; 10-A; 12-A;
15-A; 16—-A; 17-A; 18-A; 19-A, 20-A].

7. Cpean 5k30reHHBIX (DaKTOpPOB, BIMSIOIMX HAa (QopMUpOBaHUE
areHe3uu MO30JIMCTOTO TeJd, 3HAYMMBIMM SIBJISUIMUCH XPOHUYECKAas aJKOTOJIbHas
unTokcukarus (p=0,001) u runeprepmust 38 °C u BbllIe B TeueHHe 3 1 60Jiee CyTOK
y OKeHIIMHbl Ha 7-12-i1 Henmene paszButus 1ioga (p<0,001). Ilo npanHbIM
IpeHaTAIbHOTO YJIbTPa3BYKOBOIO HCCIIEIOBAHMSI YAacTOTA BBISABICHHS areHe3uu
MO30JIUCTOrO0  Tenma  cocrtaBuia  37,6%. Ilommas  arenesust  (60,3%)
JIMarHOCTUpOBajach yaile, yeM vyactudHas (24,0%). B mosioBuHe ciydyaeB Mopok
ONpeAeNsiicd B CPOKM 10 22 HeOelb TIeCTalliy, 4YTO IMO3BOJUJIO MPEPBATh
OepeMEHHOCTh 110 MEUIIMHCKUM MoKazaHusM [3—A; 5-A; 8-A, 24-A].

8. Ha moment poxnenuns 31,7% nereir ¢ areHe3uerd MO30JIMCTOTO Tella
uMenu Huszkue (Menee 10 mepreHTHIIEH) mokaszaTenu (PU3HUYECKOTO Pa3BUTHAL.
CocTostHue  TSXKENOM WM yMEpeHHOM  acUKCUU  ONpeAessioch y
25,0% HOBOPOXJACHHBIX, HEOOXOJUMOCTb JICUCHHUSI B YCIOBHSIX OTICICHUS
WHTCHCUBHOM Tepanmuu W peaHumauun — B 22.7%. JletaibHbli HUCXOX
perucTpupyercs B KaxJaoM BocbMoM ciyuae (13,4%), B 4,1% — B HeoHaTaJIbHOM
nepuosie. M3onupoBaHHas areHe3us MO30JUCTOTO Tela MUMEET OJIaronpusTHbINA
BUTAJIbHBIN ITPOTHO3 y 81,0% manuenToB. Bee netn ¢ MHOKECTBEHHBIMU ITOPOKAMH,
XpPOMOCOMHBIM M MOHOTE€HHBIM 3a00JIEBAHUEM U areHe3ueid MO30JIMCTOro Tesa
UMEU TKEIYI0 WIM YMEPEHHYIO 3aJepKKy IICUXOPEYEBOIO M MOTOPHOTO
pazButus [S—A; 14-A].

9. Pa3paboTanbl anropuT™Mbl JAMArHOCTUKHU TOJIONPO33HIEhATUN U
areHe3suu MO30JIMCTOTO Tejla Yy IUIOJA, BKJIKOYAIOUIME HAYyYHO OOOCHOBAaHHOE
MO3TAIHOE pUMEHEHUE COBPEMEHHBIX MOJIEKYJIIPHO-T€HETUYECKHUX,

MOJICKYJISIPHO-IUTOTCHCTUYCCKUX W BU3YAJIUSHUPYIOIIUX METOAOB UCCIICIJOBAHUS C
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YYETOM KJIMHAYECKUX XapPAKTEPUCTUK U COYETAHHBIX MOPOKOB, YTO MO3BOJIMUIIO
YCOBEpPUIEHCTBOBaTh  TAaKTUKY  MEJMKO-TEHETUYECKOTO  KOHCYJIbTUPOBAHUS,
W3MEHNUTh paHEe CyIIECTBOBABIIME MPEACTABIEHUS O IMPOTHO3€ Ul JKU3HU U
3I0pOBbsI IJI0/IA, @ TAK)KE€ O MPOTHO3€ B OTHOLIEHWU MOTOMCTBA, CHOPMHPOBATH
PEKOMEHJAllMM OTHOCUTEIBbHO TAaKTUKH BEJEHUS OEpPEeMEHHOCTH, YTO MPHUBEIIO K
CHIDKEHHMIO 4YHUCJA CIy4acB POXKAECHUS [JETed C CUCTEMHBIMM IOPOKaMu
LEHTPpaJIbHOM HEPBHOM cuCTEMBI B 6,4 paza [5—A; 21-A; 22-A; 23-A].

Pexomenxanum mo npakTu4ecKOMy MCIO0JIb30BAHUIO Pe3Y/JIbTATOB

1. [Tony4yenHsle pe3ynbTaTbl 00 3K30re€HHBIX (hakTopax (GpopMupoBaHUS
roJIonpo33HuedanTuy U areHe3u MO30JIUCTOrO Tela MOTYT ObITh UCIIOJb30BaHbl B
KJIIMHUYECKOM MPAKTUKE MPU MPErPABUAAPHOMN MOATOTOBKE KEHIIUH TPy PUCKA:
C caxapHbIM AuabeToM 1-ro THIAa, XPOHUYECKOW aJIKOTOJIbHON WHTOKCHKAIIMEH, a
TaKXe€ C COCTOSHUSAMH, NPEAPACHOIAralllMMU K PAa3BUTHIO TUIIEPTEPMUH
(XpoHHMUYECKHE BOCTIAJIUTEIbHBIE 3a00JI€BaHUs, YACThIE PECIUPATOPHBIE MH(DEKIUN)
[9-A; 10-A; 21-A; 22-A].

2. [IpenaTtanbHasi MarHUTHO-PE30HAHCHAsA TOMOIpadusl TOJOBKH II0JA
MOET OBbITh MCIOJIb30BaHa MpPH MOJO3PEHUHN Ha JIOOAPHYIO TOJIONPO33HIEPATHIO
WJIM HA CUCTEMHBIN IIOPOK Pa3BUTHs LICHTPAJIbHOW HEPBHOM CUCTEMBI C arcHe3uen
MO30JIUCTOrO Tejla B CpoKe OepeMeHHOCTH He paHee 17 Henens [3—A; 24—-A].

3. [Ipn couyeraHnM areHe3uu MO3O0JIMCTOrO TeJlda C MHOYKECTBEHHBIMU
MOPOKAMM Pa3BUTHUS W/WIH 00Jiee YEM TpeMsl CTUTMaMU JU33MOpPUOreHe3a, a TakKe
C TMpPEHATAJIbHOW 3aJEPXKKOM pOCTa IUIOAA WJIM ITOCTHATAIBHOW 3aJEPKKOMU
(bu3HYEecKOro pa3BUTHs, PEKOMEHIOBAHO TPOBOJUTH COBPEMEHHBIE MOJIEKYIISIPHO-
IF€HETUYECKUE UCCIENOBAHUS, B TOM YHCIIE CEKBEHUPOBAHHWE HOBOT'O NOKOJIECHUS
[10-A; 22—-A].

4. BrlsiBieHHE CTPYKTYpHOM XpOMOCOMHOM MAaTOJIOTMHM Yy MpoOaHja ¢
rojonpo3sHuedanueid TpedyeT NpPOBENECHUS LUTOI€HETHYECKOrOo MCCIIeJOBAaHUS
ponuTesneil JUisl BbISIBIEHUSI HOCUTEIBCTBA COAJaHCUPOBAHHBIX MEPECTPOEK [6—A;
9-A; 20-A; 21-A].

3. HecunapomanbHas rojgonpo3lsHiedaius y HOBOPOKIACHHOTO SBIISIETCS
MTOKA3aHUEM JUIs1 IPOBEJICHHS CEKBEHUPOBAHUS T€HOB Y POJUTEIIEN C BBISIBIEHHBIMU
MUKpOOopMamMu TOPOKOB Mpo33HIIePanndecko rpymnmsl [6—A; 9-A; 21-A].

6. [Ipy mpoBenEHUH MEAUKO-TEHETUYECKOTO KOHCYJIBTUPOBAHUS CEMEN
PEKOMEHA0BAHO MCIOJIB30BATh aJrOPUTMbI IPEHATAIBHON JUArHOCTUKHA U MEJIUKO-
IF€HETUYECKOTr0 KOHCYJBTHUPOBAHMS IPU  BPOXKIAEHHBIX IIOPOKax pa3BUTHUSA
LEHTPAJIbHOM HEPBHOM CHUCTEMBI, QJITOPUTM TMPEHATAIBHOW JIUArHOCTUKHU
KHCTO3HBIX 00pa30BaHU U JUCIUIa3Ui CTPYKTYP TOJOBHOIO MO3ra y 103, METO]T
JMAarHOCTUKU HACJIEICTBEHHBIX 3a00J€BaHUN, NPOABISIIONIMXCS aHOMAJIUSIMU
Pa3BUTHSL MO3OJIMCTOrO Tena y miona [21-A; 22—-A; 23—-A; 24—-A].
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PI3IOMD
3o0ikaBa BoJubra Jleaninayna
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rajiarpo3sHuedanii 1 areHe3il MazoJjicrara 1efja y Io/ja, 3aCHaBaHara Ha aHanii3e
ATHISUIArTYHBIX (akTapay 1 acabiaiBaclsIX KIIHIYHBIX Mpasy.

Meraabsl gaciaegaBaHHsi: KIIHIYHBI, YJIbTParykaBbl, ILIbITar€HEThIYHBI,
MaJIeKyJISIpHA-T€HEThIYHbI, CTATHICTBIYHBI.

ATpbIMaHbIfA BBIHIKI i iXx HaBi3Ha. YnepmbiHio ¥ Pacny6minsl benapych
yCTaHOYJeHa NanyJjdlbliiHas vactaTa HalOosbll dYacThix (opM mapokay
KaH4YaTKOBara Mo3Ty: rajanpo3sHiiedaiii 1 areHes3ii Ma3oiictara 1esia. BeiByuaHa
CTpYKTypa aHamaliil, BbI3Ha4aHbl (pakTaphl, sIKig YIUIbIBAIOLb HAa (apmipaBaHHE
rajanpo3dHiedanii 1 areHe3il MaszoJiictara ueja. ATpbIMaHbl HOBBIS BeIbl a0
XPaMaCOMHBIX 1 MAHAar€HHbIX MPbIYBIHAX NTAPOKay. Y EPILbIHIO TPaBE3EHbI aHAI3
TOpPMIHAY BBISYJIEHHS PO3HBIX ThINAy Tajampo3dHiedanii 1 areHesii MazoiicTara
11eJ1a Ha IPYHATAIBHBIM JTalle 1 36IX0/1aY IsKapHaCIel T1aiaMm, siKisl Marollb apoKil.
VYnepiubIHIO BhIKaHAHBI aHAMI3 KIIHIYHBIX Tpasy y 3aJeKHACLI aj ThIIly aHaMalliH,
cHaly4aHbIX NapyLIdHHAY 1 YHacIeqaBaHbIX MPbIUbIH 3aXBOPBaHHS, paclpalaBaHbl
IrapbITM TEHEThIYHAra KaHCyJbTaBaHHSA. Y’ KbIBAHHE pacHpalaBaHbIX METaay
JBISITHOCTBIKI 1 aIrapbITMy T€HETbIYHAra KaHCYJIbTaBAHHS MPbI BBISIYJIEHH] TapoKay
IPHTpaJIbHA HEpBOBaW CICTAMBI ¥ IIaja Ja3BOJIJIa piajizaBallb MEpPbI
MEJBIIBIHCKAN TpadiIakThIKi 1 Manspi3A3ilb HapaJKdHHE I35UEH 3 CICTAIMHBIMI
napokami IPHTpaJibHall HepBOBal CiCTAMBI ¥ 85,7% BbInaakay.

Pakamenanpli na BbIKAPBICTAHHI: aTPbIMaHbIs BBIHIKI IPbI3HAYAHBI IS
MebIKa-T€HEeThIYHAra KaHCYJIbTaBaHHs ceM’ sy, HpBI ycTaHayneHH1
rajanpo3’Hiedatii 1 areHes3ii Ma3zojicTara 1eja y miajaa abo HoBaHapoKaHara.

I'anina NpbIMSIHEHHSA: MEBILBIHCKAs T€HETHIKA.
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PE3IOME
300ukoBa Oubra JleonngoBHa
BposkaeHHble TIOPOKH PA3BUTHS KOHEYHOT0 MO3ra:
roJionpo3d’Huedanus, areHe3uss MO30JUCTOr0 TeJia (KINHUYeCKas,
reHEeTHYeCKAasl XapaKTePUCTUKA, MEeAUKO-TeHETHYECK0e KOHCYJIbTHPOBAHME)

KiroueBblie cjioBa: BPOXKIEHHBIE MOPOKU PA3BUTHUS, TOJOMPO33HIIEPaNs,
areHe3uss MO3OJMCTOrO0  Tejlda, XPOMOCOMHbIE 3a00JeBaHUs, MOHOTECHHbIE
3a00JIeBaHUsl, MEANKO-T€HETUYECKOE KOHCYJIbTUPOBAHUE.

Ieab uccae0BaHUA: YIYULIUTD [IEPUHATAIBHBIE UCXOAbI U NPEAYIPEAUTH
POXKIEHUE NETEN C TKEJBIMU BPOXKICHHBIMU ITIOPOKAMU I'OJIOBHOI'O MO3ra IIyTeM
pa3pabOTKM  aJIrOpUTMa  MEIHUKO-T€HETUYECKOTO  KOHCYJbTHUPOBAHUS  MpHU
BBISIBJICHUU TOJIONPO33HLEPaNNM, areHe3sud MO30JIMCTOro0 Tejla y IUIoJa,
OCHOBAHHOI'O HA aHAJIW3€ JSTUOJIOTHYECKUX (PAKTOPOB U  OCOOEHHOCTAX
KJIIMHUYECKUX ITPOSIBICHUMN.

MeToaml HCCJIeIOBAHNSA: KJIIMHUYECKUH, YJIBTPa3BYKOBOMH,
LIUTOT€HETUYECKUN, MOJIEKYJIIPHO-T€HETUYECKUM, CTATUCTUYECKUM.

IlosryyeHHble pe3yJbTaThl M MX HOBH3HAa. Bnepeie B PecnyOnuke
benapych ycraHoBJIeHa NOMYJISIHMOHHAS YacTOTa HanboJliee YacThiX (hOPM MOPOKOB
koHeuHoro mosra: ['TID n arene3un MT. BrnepBeie n3yueHa CTpyKTypa MOpPOKOB,
OIpeJIeNIeHbl BHEITHUE U HACJEICTBEHHbIE (DaKTOPBI, BIUSAIOIIKNE HA POpMUPOBAHUE
I'TID n arene3un MT. Ilony4yeHbl HOBBIE 3HAHUSL O XPOMOCOMHBIX U MOHOT€HHBIX
IIpUYHMHAX TOPOKOB. BriepBbie IPOBENEH aHAIN3 CPOKOB BBISABICHUS Pa3IUYHBIX
tunoB ['TID u arene3un MT Ha npeHaTanbHOM 3Tane U UCXOJ0B OEpEeMEHHOCTEN
miogqoM ¢ BIIP. BrepBeie BBINOIHEH aHaIW3 KIMHUYECKUX IPOSBICHUN B
3aBUCUMOCTH OT THUIA IIOPOKOB, COYETAHHBIX HAPYLICHUN W HACJIEIACTBEHHBIX
NpUYMH 3a00JIeBaHUs, pa3pab0TaH aJITOPUTM T'€HETHUYECKOr0 KOHCYJIbTHPOBAHUA.
Baenpenue HOBBIX pa3pabOTaHHBIX METOJA JUAarHOCTHKU U aJIrOpPUTMA MEJIUKO-
F€HETUYECKOIr0  KOHCYJIbTUPOBAHUSA [PU  BBIABICHUM IIOPOKOB  pPa3BUTHUSA
LIEHTPAJILHOM HEPBHOM CHUCTEMBI IIO3BOJIMJIO PEAIN30BaTh MEPbl MEAULIMHCKOU
NpOPUIAKTUKA M NPEIyNpeuTh POXKICHHUE JIeTeld C CHCTEMHBIMH MOpPOKaMU
LIEHTPaJIbHOM HEPBHOU CUCTEMBI B 85,7% cirydaes.

Pexomenaanuu no NPUMEHEHHIO: IIOJIy4YE€HHBIE pe3yJbTaThl
IIPEIHA3HAYEHBl I MEAUKO-TEHETUYECKOI0 KOHCYJIbTUPOBAHUSA CEMEN IIpU
YCTaHOBJICHUH TOJIONPO33HIE(DATUN U areHe3uu MO30JUCTOro Teja y IJI0Ja WU
HOBOPOXXJIECHHOTO.

Oobs1acTh NPpUMEHEHUs: MEUIIMHCKAsl TEHETUKA.
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SUMMARY
Zobikava Volha Leanidauna
Congenital malformations of telencephalon: holoprosencephaly,
agenesis of the corpus callosum (clinical, genetic characteristics, medical and
genetic counselling)

Keywords: congenital malformations, holoprosencephaly, agenesis of the
corpus callosum, chromosomal diseases, monogenic diseases, medical and genetic
counseling.

The aim of the research: to improve perinatal outcomes and prevent the birth
of children with severe congenital brain malformations by developing an algorithm
for medical and genetic counseling upon detection of holoprosencephaly and
agenesis of the corpus callosum in the fetus, based on the analysis of etiological
factors and the specific clinical features of various types of these defects.

Methods of the study: clinical, ultrasound, cytogenetic, molecular genetics,
statistical.

The results obtained and their novelty. For the first time in the Republic of
Belarus, the population frequency of the most frequent forms of malformations of
the terminal brain has been established: holoprosencephaly and agenesis of the
corpus callosum. The structure of malformations was studied for the first time,
external and hereditary factors influencing the formation of holoprosencephaly and
agenesis of the corpus callosum were determined. New knowledge of chromosomal
and monogenic causes of malformations was obtained. For the first time we analyzed
the timing of detection of different types of holoprosencephaly and agenesis of the
corpus callosum at the prenatal stage and the outcomes of pregnancies with fetuses
with congenital malformations. Clinical manifestations were analyzed depending on
the type of malformations, associated disorders and hereditary causes of the disease.
An algorithm for diagnosis and medical and genetic counselling of
holoprosencephaly and agenesis of the corpus callosum in the fetus or newborn has
been developed. The use of the aforementioned algorithms facilitated secondary
medical prophylaxis, successfully preventing the birth of children with systemic
CNS defects in 85,7% of cases.

Recommendations for use: the results obtained are intended for medical and
genetic counselling of families, in the diagnosis of holoprosencephaly, agenesis of
the corpus callosum in the fetus or newborn.

The area of application: medical genetics.

25



30bUKOBA
Oabra JleonuaoBHa

BPOXJIEHHBIE IOPOKH PAZBUTHUA KOHEUYHOI'O MO3T'A:
I'OJIOITPO3DOHIUE®AJINA, ATEHE3UA MO3OJIMCTOI'O TEJIA
(KNIMHUYECKASA, TEHETHYECKASA XAPAKTEPUCTUKA,
ME/IUKO-TEHETUYECKOE KOHCYJIbTUPOBAHMUE)

ABTtopedepat
JTUCCepTallui Ha COUCKAHUE YUYEHOM CTEIeHU
KaHAuaaTa MEJUIIMHCKUX HAYK
o crerranbHocT 03.02.07 — regeTHKa

[Moanucano B neuats 20.03.2026. dopmar 60x84 !/16. Tleuats udponas.
I'apuutypa Taiimc. Y. neu. i1. 1,63. Yu.-u3g. 1. 1,47.
Tupax 60 3k3. 3aka3 141.

W3natens u noaurpaduueckoe UCIIOIHEHHE:

rocyaapcTBeHHoe yupexaenne «HannonansHas 6ubanorexa bemapycmy.

CBHIIETEIIBCTBO O TOCYAAPCTBEHHOW PETUCTPALINN U3ATEIISI, U3TOTOBUTEIIS,
pacnpocTpanuTes nedarHbix n3nanui Ne 1/398 ot 02.07.2014.
CBHIIETEIIBCTBO O TOCYAAPCTBEHHOW PETUCTPALNN U3ATEIISI, U3TOTOBUTEIIS,

pacnpocTpaHuTes nmedatHeix n3nanui Ne 2/157 ot 02.07.2014.

[Ip. HezaBucumoctu, 116, 220114, r. MuHck.
Tem. (+375 17) 293 28 10. dakc (+375 17) 368 97 23. E-mail: zav_izdat@nlb.by.



