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ABSTRACT

Purpose: to study of the frequency and structure of congenital and heredi-
tary pathology according to the information-analytical database of congenital
malformations and hereditary diseases.

Methods: pregnant at risk groups, newborns, children, adults and families
with isolated and multiple developmental defects, hereditary metabolic disor-
ders, as well as couples suffering from infertility and miscarriage. The diagnosis
was verified using modern genetic methods (G-banding, FISH-method, RFLP,
MLPA, mass spectrometric and fluorimetric, cytogenetic methods).

Results: according to the data of the genetic register, 36% (1446) of strict
accounting were prevailing in the structure of pathologies, chromosome pathol-
ogy-28% (1129), aneuploidy prevailed 97% (1013), 22% (869) of monogenic
pathology with autosomal recessive type inheritance was 52% (456), autoso-
mal dominant inheritance type 32% (283), X-linked inheritance type 26% (130).
In addition, the congenital and hereditary pathology in the prenatal period is
recorded; the share was 16% (630). In the structure of prenatal and postnatal
pathology, Down syndrome predominated 62.7% (625).

Conclusion: Thus, the formation of a database of congenital and hereditary
pathologies with full coverage of all newborns, children, fetuses, comprehensive
examination of families and clarification of the diagnosis, allows establishing
the frequency, structure of congenital malformations and hereditary pathology.

Key words: congenital malformations, monogenic pathology, chromo-
somal pathology, register.
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TYRIHOEME

3epTTeyaiH MakcaTbl: Tya GiTKeH KeMICTIKTep >aHe TyKbIM KyanaWTblH aypynapablH aknapaTTbik-Tangamarnblk 6asacbiHa caikec Tya GiTkeH
)K8He TYKbIM KyananTbliH NaTONOrMSHbIH XWINiri MeH KypbinbIMbIH 3epTTey.

BpicTepi: Kayin-katepi 6ap XykTi anengep, *aHa TyFaH HapecTenep, bananap, epecek agamaap XeHe OKLlayrnaHFaH MeH kenTereH Aamy
akaynapbl 6ap, 3aT anmacyablH TyKbIM KyanawTbliH e3repicTepi 6ap otbackl, 6eaeynik NeH XyKTiniKTiH COHpIHA AENiH XeTneyiMeH KuHanatbiH epri-
3arbinTbinap. OuarHo3gblH aHblKTanybl XaHa reHeTukanblk aaicTepdiH KongaHybiMeH xacanfaH (G-6anauwir, FISH - apic, MAPP, MITPA, macc-
CneKTpoOMeTpUKarnbIK XaHe ryoprMeTpurKanblK, LMTOreHeTUKanblK aaictep).

Hatuxeci: reHeTukanblk peructp GoiibiHWA aypynapablH KypambiHaa akaynap 6acbiv 6ongbl 36% (1446), xpomocomablk natonorust — 28%
(1129), onapablH iwiHeH aHeynnouamanap 97% (1013), mMoHoreHdik naTonorusiHelH yneci - 22%(869), onapaplH, iWiHEH ayTOCOM-PeLEeCCUBTIK
TyKbIMKyanay Typi 52%(456) Typaabl, ayTOCOM-AOMUHAHTTBIK TyKbiIMKyanay Typi — 32% (283), X-TipkenreH TykpiMkyanay Typi 26% (130).

Tafbl Aa, NpeHaTanablk keaeHiHae Tya BiTKeH xaHe TyKbIMKyanay aypynapablH ecebi ypegi, oHblH yrneci 16% (630) kypaiapl. NMpeHatangpbik
)eHe nocTHaTanaplk aypynapagblH iwiHae [JayH cuHapomMbl 6acbiM anfaH - 62,7% (625).

KopbITbiHAbI: CoHbIMEH, Tya BiTKEH aHe TykbIMKyanay aypynapbl 6ap 6ykin xaHa TyraH HepecTenep, 6ananap, ypblKTap, KOMMNEKCTiK Tek-
cepyneH eTKEH XaHe AMarHo3bl aHblKTanfaH otbacbkinap Typanbl aknapaTtTblk 6a3aHblH KanbinTacTeipybl, Tya BiTKEH KeMICTIKTep XaHe TyKbIMKyanay
aypynapablH XuiniriH, KypamblH aHbIKTayFa MyMKiHAIK 6epegi.

TywiHAai ce3pep: Tya GiTkeH KeMmicTiKkTep, MOHOreHA K MaTonorus, XxpOMoCcoMAbIK NaTonorus, perucTp.
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PACITPOCTPAHEHHOCTH TEHETHYECKOM MMATOJIOTAH B MOMYJIAIIMA KA3AXCTAHAIIO TAHHBIM HH®OP-
MAIIMOHHO-AHAJIMTHYECKOM CUCTEMBI «UMIT»

AouabaunoBa IL.JK'., JKanaraesa /I.)K '., HarumraeBa A.A. !
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PE3IOME

Llenb:13y4eHne 4acToTbl U CTPYKTYPbl BPOXKAEHHOW U HACNEACTBEHHOW NaToONorMm no AaHHbIM MHOpMaLMOHHO-aHanuTuyeckon 6assl BMNP un
HacneacTBEHHbIX 3aboneBaHuii.

MaTepuansbi u MeToAbl: 6epeMeHHble rpynmnbl pUcka, HOBOPOXAEHHbIE, ETU, B3POCTIbleE U CeMbS C U30NMPOBaHHLIMU U MHOXECTBEHHbIMU
nopokamMmu pa3BuTUs, HacneaCTBEHHbIMU HapyLLEeHUSMN oOMeHa BeLLECTB, a Takke Cynpy)Xeckue napbl, cTpagatroLwmx 6ecnnogmemM u HeBbiHALLIMBa-
Hvem 6epemeHHoCcTU. Bepudukaumsa anarHosa bbina npoBefeHa ¢ NpUMMEHEHNEM COBPEMEHHbIX reHeTnyYeckmnx MmetofoB (G — 6aHauHr, FISH — meTop,
MAP®, MITPA, macc-cnekTpomeTpuyeckue 1 prnyopnuMeTpuyeckme, LMToreHeTUYeckne MeTofbl).

Pe3ynbTaThl: N0 AaHHBIM rEHETUYECKOTO perncTpa B CTPyKType natonoruin npeobnaganv nopoku ctpororo yveta 36% (1446), xpoMocoMHas
natonoruna-28% (1129), n3 Hux npeobnaganu aneynnougum 97% (1013), gons MoHoreHHowW natonorMn coctaBuno 22%(869), n3 koTopbix ¢ ayTo-
COMHO-peLECCHBHBIM TUMOM HacrefoBaHueM coctasuna 52%(456), ayTocCOMHO-AOMUHAHTHBIM TUN HacneaoBaHns 32% (283), X-cuenneHHbIi Tun
HacnepoBaHus 26% (130).A Takxke, BefeTcs y4eT BPOXXAEHHOW U HacneaCTBEHHOW NaTonornm B npeHaTanbHOM Nepuofe, A0oMsS KOTOpPOro coctaBuna

16% (630). B cTpyKType npeHaTanbHOW 1 NocTHaTanbHow natonorum npeobnagan cuHapom fayHa 62,7% (625).
BbiBoabl: Takum o6pasom, hopmupoBaHve 6asbl AaHHbIX BPOXAEHHON U HacneACTBEHHOW NaToNorMm C NoMHbLIM OXBAaTOM BCEX HOBOPOXKAEH-
HbIX, AETEN, NNOAOB, KOMMNIEKCHOro 06CNeAoBaHNS CeMeil U YTOHHEHNS AnarHosa, No3BosisieT yCTaHOBUTL YacToTy, CTpykTypy BIP u HacneacTeeH-

HOW naTonoruu.

KnioueBble cnoBa: BPOXAEHHbI€ NMOPOKN pa3BUTUA, MOHOIreHHasa NaTosiornsd, XpoMoCoOMHasa naTtonornsa, perncTp.

BbiBoAabl

B Hacrosmiee Bpems ONHOM U3 CEPbE3HOM MEIUKO-
COLMANIbHBIX  MpOOJIEeM  SIBIISIFOTCS BPOXKJCHHBIE U
HaciencTBeHHble 3aboneBanus (BH3) y nereii, koropbie B
TEUEHHE MOCJIEAHEr0 AECATHIICTHS YACPKUBAIOT JHIUPYIOLIHE
MO3UIIMU B CTPYKTYpE MPUYHH NEPUHATATIBHON, HEOHATAIBHOM,
MJIa/ICHUECKOH 3a001€BaeMOCTH, HHBAINJHOCTH U CMEPTHOCTH
[1]. ITo manHBIM BcemupHON opraHu3aiiy 37paBOOXPAHEHUS
(BO3), B Hactosimee Bpemst 6osee 5000 Gose3Hell BbI3BaHbBI
TeHeTUYECKUMU HapyieHussMu. Tak, 5-8% HOBOPOXKAEHHBIX
MOSIBJISIFOTCS Ha CBET ¢ BPOXKACHHBIMU nedekramu, 40% paHHen
nerckoit cmeptHocTM M 50% BBIKUABIIEH 00YCIOBIEHBI
TeHeTHUYEeCKoN maronorueil. B crpykrype 3aboneBaemMocTH u
CMEpPTHOCTH Ha JIOJI0 BPOXKICHHBIX MOpokoB pa3Butus (BIIP)
npuxoautcs 20,4%. B Bo3pacTe 10 01HOTO rojja yMuparoT 6osee
20% neteilt ¢ BpOXKICHHBIMH IIOPOKAMH Pa3BUTHS, OCTaBIINECS
B JKUBBIX, B OOJIBIIMHCTBE CITy4YaeB, SBJISIOTCSI YMCTBEHHO WU
(hu3MUECKN HENOIHOUECHHBIMU. B ToXke Bpemsi, B pa3iIHMYHbBIX
HACTOYHMKAX JaHHble O uyacrtore BIIP mnporuBopeuuBsl, Hu
yacTota Kojeonercst ot 4,3 10 55 na 1000 HOBOpOXK/IEHHBIX (Y
15% neteit - MOPOKH HECOBMECTHMBIE C KM3HbBIO, a Y 25% —
MIPUBOIAT K paHHEH HeoHaTalbHOU cMepTHOCTH) [1].

Tak, B PecnyOnuke Kazaxcran exeroqHo poxaaercs
Gonee Tpex ThICAYETEH C BPOXKJICHHBIMU M HACTEICTBEHHBIMU
3aboneBanusMu, uto coctasisieT oT 20,0 mo 24,3 Ha KaXIyIO
THICAYY HOBOPOXKICHHBIX. YICIbHBIN BeC BPOXKACHHBIX TTIOPOKOB
Pa3BUTHS B CTPYKTYype MEpUHATAIbHON CMEPTHOCTH COCTABIISET
30-40%, 3aHuMas BTOpoe — TpeThe MecTo [1].

CymectBytomuii B Pecriyonuke Kazaxcran HarnonanbHbrii
I'eneTnyeckuil peructp, BKIO4aeT AaHHble o0 udactote BIIP,
KOTOPBIN YUUTBHIBAET BPOXKACHHBIE MOPOKU PAa3BUTHUSA CTPOTOro
ydeTa TOJIBKO Y HOBOPOXAEHHBIX B TEPBBIE 7 CYTOK *KH3HH.
Crenyer OTMETHTh, B HEOHATAILHOM NepHoJie (PUKCHPYIOTCS B
OCHOBHOM JIMIIb IPyOble aHOMaJIMK Pa3BHUTHS, ONpe/elsieMble
adoculus, T.e. Te, KOTOphIC HE 3aBHUCAT OT KBATU(DHUKAIUN
MEIMIIMHCKOTO IEpCOHaja M HE BO3MOXHO HX HE YBHJCTb.
OpHako, CTAaTHUCTHKA, OCHOBAaHHAs Ha OINpPEJEICHUH TOJIBKO
yacToThl BIIP y HOBOpOKIEHHBIX HE OTpakaeT CyIIECTBYIOILYIO
JICHICTBUTENIBHOCTh, TaK KaK HEBHUIUMBIC TOPOKH pPa3BUTHA
Pa3IUYHBIX OPTaHOB M CHUCTEM, MOHOTEHHAs U XPOMOCOMHAs
MATOJIOTHSI AUATHOCTUPYIOTCS y BBDKHUBILUX JI€TEH JIUIIb CITyCTS
MecsIs! ¥ roasi[ 1,2].

OnHuM U3 KpHUTEpHEB

OLCHKH OTATOICHHOCTHU

TIOMYJISIIIMYA TEHETHYSCKON TIaTONOTHEH sBIseTcsapazpaboTka
eauHoM cuctembl MoHutopuHra BIIP, xoTopass mo3BoiauT He
TOJIBKO OIEHHUTH YacToTy BIIP B mormymsimmu, HO ¥ IPEeAOCTaBUT

BO3MOXHOCTb  JUIi M3Y4YCHHS WX ONHICMHOJIOTHYECKUX
XapaKTePUCTHK.
Ha ©0asze mnaboparopuu KIMHHKO — TEHETHYECKOH

MUATHOCTUKK pa3paboTaHa MporpaMMa pPETUCTPAIlUH U ydeTa
BpPOKIICHHOH M HacleNCTBeHHOM maTonoruu «Umity Ha ocHOBE
YHU(QHUIMPOBAHHBIX METOIOB PETHUCTPAIlMH BCETO CIIEKTpa
BPOKIICHHOH U HACIICICTBEHHO TIATOJIOTHH, C ITOITHBIM OXBATOM
BCEX HOBOPOKICHHBIX U JCTEH, yMEPIIUX OT BPOXKICHHBIX WIIN
HACIICACTBEHHBIX 3a00JIeBaHU, KOMILJICKCHOIO OO0CJICIOBaHMS
ceMei U YTOYHEHUs TUarHo3a.

Leapb: u3ydeHWe YacTOTHl M CTPYKTYPHI BPOXKIACHHOU W
HACIIC/ICTBCHHOHN TIaTOIOTHH 110 JaHHBIM WH(POPMAIMOHHO-
anamnTHueckoi 6a3el BITP u HaciaencTBEeHHBIX 3a00I€BaHMIA.

MaTtepuanbl 1 MmeToAbl UCCriefOBaHUA

baza pmanubpIXx (QopmHpoBamach Ha OCHOBE MEIHKO-
TEHETHYECKOTO KOHCYJIBTUPOBAHMSI O€pEeMEHHBIX TPYIIIHI PHCKA,
HOBOPOXKICHHBIX, NETEH W B3POCIBIX C H30JUPOBAHHBIMHU U
MHOXECTBEHHBIMH IOPOKAMHU Ppa3BUTHS, HACIEICTBCHHBIMU
HapylmICHUSIMA OOMCHA BEIIECTB, CeMEl C HAaCICACTBEHHOU
U BPOXICHHON IAaTONOTHAMH, a TaKXKe CYNpPYXKECKHX Iap,
CTpajaroIuX OecIUIoNNEeM U HEBBIHAIIUBAHUEM OCpPEMEHHOCTH.

Perucrpanust BpokJeHHON U HACJIEICTBEHHOW MaTOJIOTUU
MIPOBOAMIIACH TI0 HO30JOTHYECKHM (OpMaM B COOTBETCTBHU C
MexayHaponHoit kiaccupukamuu Oonesneit (X mepecmotp,
XVII xmacc «BpoxknaeHnHsle aHOMamuw, AeGopManuu u
XPOMOCOMHBIE HapyIICHHUA»), a Takke ¢ yuetoM nepedrst BITP
— 21-ii HO30J0THYECKOH (OPMBI, TOIISKAIIUX 00S3aTEIbHON
PETUCTPAIH B COOTBETCTBUH C MEKIYHAPOTHBIMU CHCTEMaMHU
EUROCAT, 4ro mo3BONSET COMOCTaBUTh W HHTETPHUPOBATH
PE3yNbTaThI C JAaHHBIMH MEXKTyHAPOIHBIX PeruCTpPoB[3,4].

PesynbraThl

Ha ceropnsimHuii 1eHbB 0aze JaHHBIX T'€HETHYECKOTO
peructpa 3apeructpupoBano oonee 4000 cirydacs ¢ BpOXKICHHOM
U HaCJIeICTBEHHOI maTtosorueil, u3 Hux B 13% - B npeHaTabHOM
nepuone. B crpykrype npeobnagamm BIIP - 2002 (50%), u3
Hux oxono 50% BIIP ctporo ydera, XpoMOCOMHas MaTOJNOTUS
BhIsBiIeHa B 1129 (28%) ciyuasix, MoHOTeHHas y 869 nanmeHToB
(22%). Pesynbrarsl npeacraBneHsl B Tadauue 1.
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CrpyKTypa BpOXKJICHHON U HACJIEICTBEHHOM

Ta6auna 1
[1aTOJIOT U

Ne HaumenoBanue | KosmuectBo Jlons
1 Bpox/1eHHbIe TOPOKH 2002 50%
pasBUTHS
2 XpoMocoMHas 1129 28%
MaTOJIOT st
3 MoHoreHHas 869 22%
MaTOJIOT s
[Mpn anammze Bcex ¢Qopm BIIP momyueno, dro

HaMOONBIINI yAENbHBIH BeC MPUXOIUTCS HA TIOPOKH PAa3BUTHS
cUCTeMBI KpoBooOpamieHus: — 698 (34,8%),Hanbonee 9acto B
TpyNIe aHOMaJIMH BCTPEYATHCh AE(EKT MEeXIKeIyJ0YKOBOU
TIePETOPOIKH, Ae(HEKT MEKIPEICEPIHON MTEPErOPOIKHU, TETPAI0
®@ano u TpaHcnosuus cocynoB. BIIP moueBblnenuTensHON
cucrembl oOHapysxeHsl y 203 (10,1%) manmeHToB, yame BCero
BBISBJIEHBl OOCTPYKTHUBHBIE ypONAaTHH, THIPOHE(PO3 IT0YeK,
MYJIBTUKUCTO3HAsT TpaHchopmarms modek. BIIP  opraHos
numeBapeHust BeisieHsl y 285 (14,3%) manumentos, BIIP
HepBHOH cucrembl y 242 (13,1%), KOCTHO — MBIIIEYHON
cucremsl — 131 (5,3%), BIIP nunessix crpykryp B 125 (4,6%)
ciryyasix (Tabnumma 2).

CTpyKTypa BpPOXK/ICHHBIX TOPOKOB Pa3BUTHUS

Ne BITP KosmuectBo
n/n A6conotHoe | Jlosisi Topoka oT
YUCII0 0011ero yucaa
BIIP, %
I MBITP 230 11,4%
11 UzonuposanHble BIIP: 1772 88,6%
1 BIIP cucTeMbl KpoBOOGpaILeHUs 698 34,8%
2 BIIP Mo4eBbI1eINTENBHON CHCTEMBI 203 10,1%
3 BIIP opraHoB nuiieBapeHust 285 14,3%
4 BIIP HepBHOH cHCcTEMbI 242 13,1%
5 KocTHO — MBIIIEYHOM CUCTEMBI 131 53%
6 BIIP JiMLIE€BBIX CTPYKTYP 125 4,6%
7 [lpyrue 88 6,7%
HToro 100%

B Ttabmume 3 mpemcTaBieHBI Pe3yNbTaThl YacToTa M
CTPYKTYpPa XpOMOCOMHOM aTosioru. J{uarao3 Ot moATBepIK/ICH
nutoreHerndeckumu (G — OaHAMHT) W MOJEKYJSPHO-
nutoreHetTnueckumu uccienoBanmsivu  (FISH — wmertom). B
o0Iee 4MCII0O XPOMOCOMHBIX aHOMAJIMII BXOJMJIA IATOJIOTHS,
JIMarHOCTUPOBAHHASL B XOJI¢ MPEHATAILHOTO U MOCTHATAIILHOTO
kapuotunupoBanus (751- mocTHaTanbHO, 372 - MpEeHATAIBHO).

110 1R XpOoMOCOMHAs TTaTONIOTUST

Ne XpoMocoMHas aHOMaJus Kosanuectso
n/n
/ A6conoTHOE JloJ151 OT/ie/IbHBIX
YHUCII0 CHUH/IPOMOB OT
06111ero yMcaa
XA, %
1 Cunzpom /JlayHa 625 62,7%
2 CuHpoM JBap/ca 182 16,2%
3 Cunzipom lllepeueBcKoro - 88 7,8%
TepHepa
4 Cunzpom Knaitnpentepa 67 5,9%
5 Cunzpowm IlaTay 51 4,5%
6 Tpucomuu no X - xpomocome 33 2,9%
Hroro 1123 100

[Tpy 1MTOreHEeTHUECKOM HCCIEOBaHUU Haubojee dvalie
nuarHoctupoBaiu cuHiapoM [layHa — 625 (62,7%), Ha BTopoM
MecTe 10 YacToTe 3aHMUMaeT CHHIpoM DnBapaca- 182 (16,2%),
cugapom IllepemeBckoro — Tepuepa — 88 (7,8%)cmydqasx,
Cunnpom Kunaitadenrepa — 67 (5,9%), cunapom Ilaray — 51
(4,5%).

MoHorenHass matosnorust Obuia BbisiBieHa B 869 (22%)
ciydyasx.Marepuanbl  TaOJIMIBI  TIOKAa3bIBAIOT, YTO CPEAU
MOHOTEHHOH MaTOJIOTMH Yallle JTUarHOCTHPOBAJICS ayTOCOMHO-
PELIECCHBHBIA THIT HAcJIEAOBaHUS (CHHMHAJIbHAS MBIIICUHAS
amMuoTpodus, HEeHUIKETOHYPHUS, MyKOBUCIIUI03), HA UX JOJIIO
npuxonutcs 52% oT Bcell MOHOTCHHOI MaTOIOTHH.

0050 eSS MoHOoTeHHas ITaToIOTHs

MoHoreHHast NaTOJIOTUSA

Kosanuectso

A6CoTIOTHOE YUCII0 JloJist OTieTIbHBIX CUHAPOMOB

ot o6ero yucaa (%)
32%

AyTOCOMHO-IOMUHAHTHBINA | 283
THII HAC/IeI0BAHUS

AyTocoMHO-pelLlecCHBHBIR | 456 52%

THII HacJ1eJOBaHUsA

X-cuenieHHbIA 130 26%
KpOMe TOro, B PErucCTpe HMCCTCA I/IH(i)OpMaI_[I/ISI
o 74 nmanMeHTOB C Op(l)aHHLIMI/I 3a60J‘IeBaHI/IHMI/I, B

YAaCTHOCTU C MyKomosucaxapugo3om 1, 2, 4 u 6 TUIOB.
Bepudukanus aHarHo30B MPOBOAWIACE C IMPHMCHCHHEM
COBpPEMEHHBIX reHetnueckux MetomoB (ITJJP®, MJIPA, macc-
CIIECKTPOMETPUICCKIE U (PIYOPUMETPHUCCKUE METOMIBI).

O6cyxpeHue

Ha mexayHapomHOM ypOBHE PETHCTPHI MPEACTABICHBI

JIBYMS CHUCTEMaMHU: Clearinghouse u  EUROCAT.
CraHgapTu3upOBaHHAS cucreMa EBpomnetickoro
MexayHaponHoro  peructpa  EUROCAT — Bkmowaer 19

¢opm BIIP u Clearinghouse - ganHbie 0 21 KIMHHYECKH
nuarHocrtupyemsix BIIP y HOBOpoxneHHBIX. B Toxke Bpems B
MHpE aKTHBHO Pa3pabarbiBalOTCsl PETHCTPBI, B KOTOPHIX TIOMUMO
ITOPOKOB CTPOTO y4eTa YYUTHIBAIOTCS IMMOPOKH TaK HA3bIBaEMBbIC
«Majple» TIOPOKHM pAa3BUTUS, KOTOPBIE HE MPHBOIAT K
CYIIIECTBEHHBIM (DYHKIIMOHAIBHBIM HapymeHusM. Mckmodenne
«MaJBIX» TIOPOKOB M3 CHUCTEMBI JHHAMHYECKOTO HAOIIOCHUSI
WJIM UX «HEN0Y4eT» MOXKET IPUBECTH K ITporycky yactu MBIIP
(cMHAPOMOB), KOTOpPBIE MOTYT OBITh BBISBICHBI B PE3yIIbTaTe
LIUTOT€HETHYECKOTO, YABTPa3BYKOBOTO nccnenoBanusa.B
pazpaboranHom peructpe «Umity nomumo yuera 21 dopmsi
IIOPOKOB CTPOIO yuera, perucrpupyercs Becb crekrp BIIP,
MOHOTEHHAass ¥ XPOMOCOMHAasl MAaTOJOTHs, YTO MOKAa3bIBACT
YHHUKAJIBHOCTB pa3pabOTaHHON CHCTEMBI.

[Io pesymbTaraM TpPOBEACHHBIX WCCICIOBaHMN 0ase
«Umity, B cpaBHeHun ¢ JgaHHeiME EUROCAT wgarme
BCTpedaroTcss CHHAPoM JlayHa, MHOXXECTBEHHBIC BPOXKICHHBIC
TOPOKU Pa3BUTHS, BpoxaeHHble mopoku cepana (BIIC),
a Takke TaKue T[OPOKH Pa3BUTHs, KaK Tuapouedaus,
nuadparmanbHas TpebDka, Spinabifida. JlaHHBIC TIOpPOKH
pa3BUTHS BXOIAT B rpynny uzonaupoBaHHblx BIIP, B aTnonoruu
KOTOPBIX MpeolniafiaeT MyJIbTH(hAKTOPHAIbHAS KOMIOHEHTA.
IIpu cpaBuenun wyactoTel BIIP B peructpe «Umity ¢
anayornyueiMu nokazateasiMd B EUROCAT Ob110 BBISIBIIEHO,
YTO PacHpOCTPAHEHHOCTh PsiJia TOPOKOB LIEHTPAJIbHONW HEPBHOM
cucremsl (aHdHUEhanus, HIedaIoNee), a TAKKEe MUKPOTHIA,
areHe3uil Mo4YeKk M IKCTpoduil MOUeBOro IMy3sIpst B 2—3 pasa
HIDKE.
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Yacrtora oTAENBbHBIX HO3o0j0ornueckux ¢opm BIIP B
«Umit» npu CcOMOCTaBIEHUH C JIAHHBIMH, MOJYYCHHBIMH B
uccnenoBanuax demepanbHOrO PErucTpa, TAaKKEe MMEET CBOU
ocobenHoctu. B denepanpHOM peructpe HECKOJIBKO BBIIIE
4yacToTa THUIIOCTAANM, CHHApoMma JlayHa, penXyKIIMOHHBIX
MOPOKOB KOHEUHOCTEH MHOKECTBEHHBIX BPOXK/ICHHBIX TOPOKOB,
a 4acToTa areHe3My W JMCIeHE3MH I0YeK, MUKPO(TAIbMUH U
BIIC - Huxe.

Takue BBl BPOXK/ICHHBIX TIOPOKOB, KaK MHUKPO(DTAIbMHUS
1 aHO(TaIbMUsI, BCTPEUAIOTCS B HAIIIEM PErHOHE B 3 pasa pexe,
YeM 110 IaHHBIM, 3a(uKCUpOBaHHBIM EBpONEHCKIM pEerucTpom.
Yacrora runocnaauu B peructpe «Umit», Bblllle BETHMYHHBI
KoJIeOaHHsl YaCTOThI AaHHOM (POPMBI [TATOJIOTHH, TIPH BBOJUMOM
B peructpe EUROCAT. I1pu cpaBuennu yacrorsl BITP B «Umity
C AHWIOTHYHBIMU TOKa3aresiMu B DenepanbHOM PErucTpe,
OBUIO BBIABICHO, YTO PACIPOCTPAHEHHOCTh pAa IOPOKOB
HEHTPAJIbHOW HEPBHOW CHCTEMBI (CIIMHHOMO3TOBas TpBDKA,
BPOXK/ICHHBIE TOPOKH cep/ia, rujapoledanus, pacuieauHbl
ryobl 1 HEOA), a TaKKe arpe3dil aHyca W MHUIICBOAA, CPEAU
3aperuCTPUPOBAHHBIX B Hallel 0a3e MaHHBIX 2—3 pasa BbIIIE.
Benymumu unm 6asoBeiMu B cTpykType BIIP mo nanHBIM
peructpa«Umity SBISIOTCS CHHAPOM JlayHa U MHO)KECTBEHHBIC
MOPOKM pa3BUTH. B CTPyKType MHOKECTBEHHBIX BPOJKICHHBIX
MOPOKOB OIS JIOMHUHAHTHBIX, XPOMOCOMHBIX H CIIETIJICHHBIX
C moyioM 3a00JNeBaHMM JOCTAaTOYHO BBICOKA, a MYyTAllMOHHAS
KOMIIOHEHTa cocTapisieT He meHee 40%. VY HampoTuB, Takoi
MaTOJIOTHH, KaK, NOJUAAKTHINS, FACTPOLIM3HC, dHIe(aonene,
aHoHIeanust areHe3uil moyek W omdasnonene — Ha MOPSIOK
HUKe, ueM B DenepanbHoM peructpe PO.

AHanu3 JIONOJIHUTEBHBIX (PaKTOPOB pUCKa, HH(pOPMALHs
0 KOTOpBIX TMOJydYeHa Ipu OOCIeIOBaHUM MOKa3aJl, 4TO
O6epeMeHHOCTD Yalle MpoTeKana ¢ OCIOKHEHUSIMH | TOJTOBUHEL,
B BHJIE YIPO3bI IpepbIBaHusA U recto3a. C BBHICOKOH CTETEHBIO
JIOCTOBEPHOCTH OBIJIO MOKA3aHO, YTO y poxuTeneit aereit ¢ BIIP
yamie PerucTpupoBajach XPOHUYECKas IaTOJIOTHS, BPEIHBIX
npusbluek u BITP.
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Hozonornyeckuii CexTp HaCIEICTBEHHBIX 3a00JeBaHUN
MOKAa3bIBAET, YTO B PECIyOJIMKE CPEI MOHOT€HHOI MaToJIOrHK
npeoOnanaroT 3adoneBanus ¢ AP THIIOM HaclieIOBaHUS, YTO
BEPOSITHO OOBACHAETCSI HOCHUTENIBCTBOM MAaTOJIOTHYHBIX T€HOB.
Cremyer OTMETUTB, YTO OOJIB-IITMHCTBO U3 3apETUCTPUPOBAHHBIX
AP 3a0051eBaHMI XapaKTEPHBI U I POCCUHCKHUX U EBPOIIEHCKUX
nomyJsinuid. BriepBeie HaM BCTPETHINCH MATOJIOTHH KaK:

cunapom Kpucra-Cumenca-Typena (OMIM Ne305100);
cuaapom Jlapcena (OMIM Nel50250), cunapom Cekkens
(OMIM Ne210600).ITo maHHBIM MEXIYyHAPOJHOTO PETUCTpPA
EUROCAT, BcTpeuaeMOCTh 3THX CHHAPOMOB COCTaBISET
1-3%. OcranbHble HacieACTBeHHbIE 3a0oneBanusi ¢ AP Tumom
HACJIeIOBaHNs BCTPETHIIUCh C PACIPOCTPAHEHHOCTHIO MEHee
1:50 000 1 B OCHOBHOM BBISIBJICHBI B €JMHUYHBIX ciiy4yasx[8,9].

B cTpykType XpOMOCOMHOW TaTOJIOrMH TMpeodianaiu
AQHEYTUIONINH, TIPEeUMYIecTBeHHO cuHapoM [layna 63% (625).
BbIcOKHMI TPOLIEHT CHHAPOMa B TIOMYJSIIUM OOBSICHSETCS
MyTalUsIMH B SHIEKJIETKAX W MPEIPacoNOKeHHOCTh K
aneyrionausam|6,7].

Co3manue pEernoHaJbHOTO TEHETHYECKOIO pEerucrpa
Ha OCHOBE YHU(DHMIMPOBAHHBIX METOJOB PErHCTPALUH BCEro
criektpa BIIP, c mosiHbIM 0XBaTOM BCEX HOBOPOK/JIEHHBIX U IETEH,
YMEpLIMX OT BPOXKJCHHBIX MJIM HACJICACTBEHHBIX 3a00JIeBaHN,
KOMIUIEKCHOTO OOCIIeIOBaHMSA CeMell M yTOYHEHHUS IHarHo3a,
JUIMTEJIBHOTO XpaHeHHss HMHPOpPMALUMK ¥ BO3MOXHOCTH e
M3BJICUEHHMS ISl aHAJIM3a COCOOCTBYET CO3/IaHUIO IMHAMUYHOM
CHCTEMbI pearupoBaHusi Ha (OPMUPOBAHHE T'€HETHYECKOTO
rpy3a B Pecrybnuxe Kazaxcras.
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B crpykTrype martonoruii B Ka3axCKOW MOMYJISLUI
npeoOagaroT BpOXICHHBIE TOpoku passutas (50%), B
CTPYKTypEe XPOMOCOMHOW TMaToioruii — aneyrionauu (97%), B
CTPYKTYPE MOHOTE€HHOH I1aTOJI0T MU - 3200JIEBaHUS C Ay TOCOMHO-
PEIeCCUBHBIM THIIOM HaclienoBaHus (52%).
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