IHATOI'EHETUYECKHUE OCOBEHHOCTU ITPU HAPYIHIEHUAX
PEINPOAYKIINN
Koueryposa E.M.l, YepuoBa 1'[.IO.2, CoJoBLEBA .JI.B.3, Curenkos K.JIO.*

'Koueeyposa Enena Muxaiinosa — Kanoudam MeOuyunHcKux Hayk, 0oyeHm,
Kagheopa noruKIuHUYeCKo neduampuu,

Teepckoii 2ocyoapcmeeHHblil MeOUYUHCKUL YHUBEpCUMEeNn
*Yepnosa Homuna FOpvesna — epau-yumozenemux;
3Conosvesa Jlapuca Bumanvesna — epau-yumozenemiux,
Obnacmnoii nepunamanvuviil yenmp um. E.M. bBakynunotl,
*Cumenxos Kupunn IOpvesuu — cmyoenm,
CMOMAamMon02U4ecKuil hakyivmem,

Tsepckoii cocyoapcmeeHHbIl MeOUYUHCKULL YHUGepcumen,

2. Teepw

AHnHomayua: npogedeH AHANU3 YUMOLEHEMUYECKUX pe3yIbmamos 00Ccie008anUus NAYyueHmos ¢ HapyueHusMu
PEenpooyKyul, a UMEHHO ¢ becnioouem, NPUBLIYHbLIM HEeBbIHAUUBAHUEM DepeMeHHOCIU, HATUYUEM BPOHCOCHHBIX
NOpOK08 pazeumusi y nio0o8 npu npeovioyuel bepemMeHHOCmU, HATUYUeM 8PONCOEHHbIX NOPOKO8 PA3GUMUS Y
uneHo8 cemvu. Ycmawnoenena uacmoma u CMPYKMypa UMeHeHUl Kapuomuna npu OAHHOU NAMONo2UU HA
npumepe MeouKo-eenemudeckol koncyromayuu Teepckoii obracmu.

Knrwouegvie cnosa: cenemuueckoe KOHCYIbMUpOSanue, Hapyuienue penpooyKyuu, becniooue, yumozenemuxd,
Kapuomun, XpomMocomuvle nepecmpouiKu, HeeblHauusanue bepemeHHoCmu.

CornacHo oduimansHOH cratrcTuke B PO gacTora BpOXKICHHBIX M HACIEICTBEHHBIX 3a00JICBAaHMI CPely BCEX
HOBOPOXKICHHBIX JIeTel cocTaBisieT 4-5%, a uX 0N B CTPYKTYpe MiIaJeHdecKoil cMepTHOCTH AocturaeT 35-40%
[1, 2, 3]. IIpu oTOM oOTMeuaeTcss 3aMETHBIH POCT YMcia OOJBHBIX C TEPBUYHBIM JHATHO30M YCTaHOBJICHHBIX
BPOXKACHHBIX MTOPOKOB pasutus ¢ 1,48 B 2015 roxy mo 1,72 B 2017. Ha ux nedeHne TocyaapcTBO BBIHYXKICHO
pacxomoBaTh OrpPOMHBIE CPE/ICTBA.

B Hacrosmmee BpeMs IUTOTEHETHIECKUE U MOJIEKYIISIPHO-IIUTOI €HETHYECKIE METOIBI ITHPOKO UCTIONIB3YIOTCS
B COBPEMEHHOI PEnpoayKTHBHOW MenuuuHe. OHM MPUMEHSIOTCSA IS AWArHOCTHKU NMPUYMH OCCIUIONUS, A
MOMCKA TEHETHYECKUX IPUYMH CIIOHTAHHBIX a0OpPTYCOB, JUIA IPEHATAIbHOW U INPEUMILIAHTALUOHHOM
JMAarHOCTHKH XPOMOCOMHBIX aHoManuii [4, 5].

Llenb wuccnenoBaHUs: OLIGHUTH POJb XPOMOCOMHBIX NEPECTPOCK MpPU HAPYLIICHUSX PEHpPOIYKTHBHOM
(yHKIMH y MTaleHTOB MeIUKo-reHeTndeckor koncynerauuu (MI'K) B TBepckoii obnact.

3agauu McClIeJOBAHUSA!

1. Co3nanwe 6a3bl naHHBIX Ha nanueHToB MI'K ¢ HapyieHnem pernpoyKTUBHON (QyHKIUH.

2. OreHKa 4acTOThI BCTPEUaeMOCTH HAPYIIECHUH penpoayKTHBHOW (yHKIMK npu oopamennu B MI'K u nipu
HaIpaBJIeHUH Ha KAPHOTUITMPOBAHHE.

3. AHanm3 CTPYKTYpHI HApyIICHUH PENPOIyKTUBHON (DYHKIIMH TPH IUTOT€HETHYECKUX HCCIIEIOBAHMSX.

4. AHanu3 BBIBICHHBIX XPOMOCOMHBIX IIEPECTPOEK Y MAI[EHTOB.

Marepuansl 1 METOABl MCCIECHOBAHMS: BBIKOIMPOBKA NAHHBIX M3 MEIUMUMHCKUX KapT nanueHtoB MI'K,
aHaM3 JaHHBIX JKYpPHAJOB ydeTa IpHeMa TeHeTHKa, kKapuoTtunupoBaHus c¢ 2015 mo 2017 roma, KIMHHUKO-
aHAMHECTHYECKUI METO/, a TAKXKE CTaTHCTHUECKas 00paboTKa MaTepHaa.

BeisiBiieHo 754 manueHTa ¢ HapylIeHHEM PerpoAyKIHMH M3 OOINEro 4uciia oOpaTHBIIMXCS 33 TPH Toja B
MEeUKO-TeHETHUECKYI0 KoHCyabTaruio (MI'K), uro cocrasister 13,6%.

B crpykrype nmpuuMH HarpaBieHUs Ha WCCJEIOBaHHWE KapHOTUIAa HAPYIIEHMs PENPOAYKTUBHON (DYyHKIMH
cocrasiseT ot 57,2% B 2015 roxy 1o 69,2% B 2017 roay. I1pu 3TOM 0TMEUaeTCst pOCT YaCTOThI BCTPEUAEMOCTH
HapyIlIeHUH penpoayKiuy B 1,8 pasa npu ucciieloBaHNH KapUOTHIIA.

[Ipn ananm3e cTpyKTyphl NPUYMH HAapYIICHHUS PENpPOIYKTHBHOW (YHKIMM MAlMEHTOB, HANPABICHHBIX Ha
KapHOTHII, BBISBJIEHO, YTO INPeo0agaloT IPUYMHBL, CBSI3aHHBIC C HEBLIHAIIMBAHWEM OEPEMEHHOCTH, 4YTO
cocrasiseT ot 43,3% no 48,5%. Ha Bropom mecte - BIIP y miiona (B aHamMHe3e) Win y peOeHKa B CeMbe, 4TO
cocraBimger or 22,5 mo 34,2%. Ha tperbeM MecTe N0 4YacTOTE€ BCTPEYAEMOCTH BBLIBIISIETCS 3ameprias
OepeMeHHOCTb, KoTopas Bcrpeuaercs B 7,9 mo 17,5% ciydaeB. Yactora Oecrutonust cpead BCeX HPUUUH
cocrarisieT ot 6,7 10 19,2% cnyyaes. [laiueHTsl ¢ HapyIIeHHEM criepMaToreHe3a BcTpedarorcs ot 3,4 no 8,8%
clly4aeB B Te4eHHeE 3 JIeT.

[Tpu 5ToM 3a 3 roza OBIIO BBISIBIEHO 22 GOJIBHBIX C MATOJIOTMYECKUM KapHOTUIIOM, 4To coctasisieT 2,8% ot
Bcex 00CIIeIOBaHHBIX M0 MOBOY HApYIICHUS penpoaykuun. [Ipu 3toM npeobianatot MmyxxuuHsl (55,4%).

XpOMOCOMHBIE aHOMaJIMH, OOHAapyXXEHHBIE y MYXYMH C HapyIICHHEM pPENpOIYKIUH, PacHpeaesioTCs
CJIETYIOLIMM 00pa3oMm:

B 42,8% cmydaeB BcTpewaroTcss cOalaHCHPOBAHHBIC TPAHCIOKAIMH, CPEAd KOTOPHIX 2/3 3aHHMAIOT
pennIpokHsie, B yacTHOcTH 1 m 4, 1 u §, 2 u 3 xpomocom, mpuBosAmue K decruioanto. 1/3 cOamaHcHpOBaHHBIX



TpaHCIIOKAIMH 3aHUMAIOT pOoOEPTCOHOBCKHE TpaHciokanuu 15 u 22, 13 u 14 XxpoMocoM npu HEBBIHAIINBAHWH,
3amepIeil 6epeMeHHOCTH.

B 27,5% ciydaeB BcTpewaroTcs MHBepcuH ayrocoM, dame 10, pexxe 7. Takne XpoMOCOMHBIE TTEPECTPOHKH
BCTPEYAIOTCS IPH HEBBIHAIIMBAHUN OEpPEMEHHOCTH, a Takxke npu Hammaun BIIP y miona B anamHese.

B 15,2% cnygaeB BcTpedaeTcsl peryisipHas JUCOMESI XPOMOCOMBI X TIPH MY>KCKOM KapHOTHIIE (CHHIPOM
Kuaitudensrepa, kapuorurn — 47, XXV). [Ipu 5ToM 0TMedaeTcst a300CTIEpMUSL.

Ha mocnemHeM MecTe MO 4YacTOTE BCTPEYAaEMOCTH OTMEYAIOTCS HHBEPCHH  OKOJOIEHTPOMEPHOTO
rerepoxpoMaTiHa (T€TepOXPOMATHHOBBIM MaTepuad B KOPOTKOM M JAIMHHOM IUIe4ax 9 XpOMOCOMBEI),
MPUBOASIINE K HeBBIHAIIKUBHUIO OepemeHHocTH. OHu coctarisitor 10,2%.

VY onHoro odpatuBLIErocs ¢ OECIIONUEM MY>KUHHBI C TUCTeHE3Uel roHa | Obli BBLIBIICH XKCHCKUH KapUOTHUI
46,XX.

Cpenu >KeHIMH NTPEeUMYILECTBEHHO BBISBISIIOTCS clienytomue adboepauuun xpomocoMm: B 34,4% Bcrpedanuch
HWHBEPCHN OKOJIOLIEHTPOMEPHOTO T'eTepoXpoMaTrHa (IeTepoXpOMaTHHOBBIN MaTepHal B KOPOTKOM M JUIMHHOM
Ie4ax 9 XxpoMoCoMBI), IPUBOASAIINE K HEBBIHALIMBHUIO OEPEMEHHOCTH, a TaKKe 3aMeplieii 0epeMeHHOCTH.

[Ipn HeBbIHAIIMBAaHNY OEPEMEHHOCTH TAaKXKe BCTPEUYAIOTCS CIIETyIOIINEe XpOMOCOMHBIE aHOoMannu: MuBepcus
10 xpomMocoMmEl, uTo coctaBisieT 22,2%.

Tak ke gacTo BCTpedatoTCsl cOATaHCHPOBAHHBIC TPAHCIOKAINHU, U3 KOTOPEIX 50% 3aHMMAIOT PEIUITPOKHBIC
tTpancnokaiuu 9 u 12 ayrocom, 50% - pobeprconoBckas TpaHcnokarus 13 u 14 ayrocom. B 11% cnyuaes
MMEJI0 MECTO KOJIbIIEBasi 7 XpOMOCOMA.

Brita oOHapyskeHa aenenns X-XpoMocoMbl y skeHIKHEL 30 neT. [Ipu n3ydeHnn aHamMHe3a, BBIBICHO, YTO |
0EepeMEeHHOCTh OCTaHOBMJIACH B Pa3BUTHUH B 8 He/ENb, OT BTOPOH OEPEMEHHOCTH POJMICS (PEHOTHIINYECKH
310poBbIii  peOeHOK. [lpu TperThbell OepeMEHHOCTH OBUIO TPOBEICHO IpPEPhIBAHAE OCPEMEHHOCTH IIO0
MEIUIMHCKUM TOKa3aHusM B 21 Hememto, Tak kak mo Y3U Obutn oOHapyxkensl BIIP mioxa (paciienuna
TBEPAOTO U MATKOTo Heba).

TakuM 00pa3oM, yacToTa XpOMOCOMHOW IaTOJIOTHH NPH HAPYIIEHWH (QYHKIHUN PENPOIYKTHBHOW CHCTEMBI
cocrasiser 2,8%.

B ocHOBHOM BCTpe4arOTCsi XPOMOCOMHBIE UHBEPCUH, HHBEPCUH OKOJIOLEHTPOMEPHOTO reTepOXpOMaTHHA, a
TaKKe cOaJaHCHPOBAHHBIE TPAHCIOKALINH.

XpOMOCOMHBIE TIEPECTPOHKH MOTYT HE TPOSBIATHCS (EHOTUNHMYECKH, OJHAKO MOTYT TPHBOAUTH K
Oecruroanto, Ipy OepeMEeHHOCTH - K HEBBIHANITMBAHUIO, a Takxke opmuposanuto BIIP y mioxa.

IIpn BBIABICHMH XPOMOCOMHBIX IIEPECTPOEK Y POIUTENEH HEOOXOAMMO TIPOBEICHHE WHBA3WBHON
MIPEHaTaIbHON JUAarHOCTHKH BO BPeMsl OEpEMEHHOCTH.

[TpakTHyeckne peKOMEHAAIMH:

IIpu mamuumu Oecrutomusi, 2 u 0Oojee BBIKHMIBIIICH, 3ameprield OepeMEHHOCTH B aHaMHe3e, a TaKkKe
a300CHEepMHUM Y MYXXYHH HEO0OXOAWMO TIpOBEJCHHE KAapHOTHIHPOBAHHS CYHPY>KECKOW mapsl. BriBieHue
XPOMOCOMHBIX MEPEeCcTPOEK MO3BOJMT pEIIaTh BOIPOC O BO3MOXKHOCTH IUIAHUPOBAHUS OEpEeMEHHOCTH Y
CYNpYXKeCKOH mapbl WHAMBUIYAJIbHO, BO3MOXHO, C HCIOJIb30BAHUEM COBPEMEHHBIX PENPOIYKTUBHBIX
texHosoruit (KO, nperuMInIIaHTaIMOHHAS TUaTHOCTHKA), YTO ITO3BOJIUT N30ekaTh poxaeHus nerei ¢ BITP.
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