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MPUHLUMIBI MOHUTOPUHIA TEHETUYECKON
MATONOTIMN 1 BPOJKAEHHDBIX TOPOKOB
PA3BUTUS Y OETEU

A. XK. KaHamaesa, B. B. Mewepsakos

Llenb — 0606LeHrie NUTEPATYPHbIX AaHHbIX MO BOMPOCAM MOHUTOPVHIA FreHETUYECKMX 3a00/1IeBaHUN 11 BPOXKIEH-
HbIX MOPOKOB pa3BuTUsA y Aeteli. MaTepuan n merofabl. V3yueHbl Ny6nvKaunm 3apy6exHbIX U OTEYECTBEHHbIX aB-
TOPOB, 0630pPbl PAHAOMU3MPOBAHHbBIX KOHTPONMPYEMbIX UCCIeA0BAHUI 13 Pa3fINYHbIX UCTOYHUKOB HAY4YHbIX My-
6nvkaumi, Bknovasa 6a3bl gaHHbIx PubMed, KnbepJleHrHka u gp. MMy6uHa noncka coctasuna 20 nert. MNouck npo-
BOAUTCA MO KIIOYEBLIM C/TOBAM: FreHeTnyecKkne 3aboneBaHns, MOHUTOPUHT, AeTu. Pesynbratbl. CyllecTByeT HacTo-
ATeNbHAaA HeobxoaMMocTb AnddepeHLMPOBAHHOIO NOAXoAa K OpraHM3aunun MOHUTOPUHTA NMPY XPOMOCOMHDbIX,
reHHbIX 3a60/1eBaHUSAX 1 BPOXAEHHbIX MOPOKAxX Pa3BUTUSA, TaK KakK peyb UAET O NOBbILEHHON CMEePTHOCTU, MHBa-
nnMan3auny feTen, CHYXKEHUN KauyecTBa XU3H1 ceMbi. VIMeloTca 0COGEHHOCTY NONYNALUMOHHON FreHETUKN pa3nmny-
HbIX BUAOB FreHETUYECKUX 6one3Hel, MOPOKOB Pa3BUTMA, YTO 0OYCIIOBNMBAET 0OOCHOBAHHOCTb CO3AaHNA PErNCTPOB

6GOMbHbIX C 3TUMM 3ab0NIeBaHNAMN.

KnioueBble cnoBa: reHeTnyeckue 3abosneBaHus, MOHUTOPWHT, OETN.

BBEAEHUE

Mpobnema pazmepa M ANHAMUKN FEHETUYECKOIO
rpysa B HacTosillee Bpemsa Kak HMUKOraa akTyasbHa, no-
CKOJIbKY ero pasmep pacTeT 13-3a CHUXEHUA BAUAHUA
€CTeCTBEHHOIO 0TOOPA, YTO MOXKET CTaTb NMPUUNHON pas-
BUTUS APAMATNUYECKMX COObITUN B YesIoBEYECKON Nomny-
NAUUK B LeNOM. YUnTbIBaA BO3MOXHOCT COBPEMEHHO
MeAULUMHbI, paHee He [OXMBABLUVE JO NOSIOBOW 3peno-
CTU MyTaHTHbIE FT€HOTUMbI B HAaCTOSALLEE BPEMSA YXKe camu
[atoT NOTOMCTBO CO CHUXKEHHOW NPUCNOCO6NAEMOCTbIO.
Pe3ynbTaToM 3TOro 1 ABNAETCA POCT FrEHETMYECKOTO rpy3a
N CHVXKEHME NPUCNoCco61AeMOCTI YeNTOBEYECKON Nomny-
nauum B uenom [1-21.

MNMocnepgHune pgecatTuneTnsa ctann BpemeHeMm, Korga
Karkjoe HOBOE OTKPbITME HEe TONIbKO PacLUNpPAO rpaHn-
Libl MO3HAHMA, HO U CJTYXKUIO MOLLHBIM CTUMYJIOM noche-
aywouero npopbiBa. HoBble cBegeHMA o0 ponu Hacnen-
CTBEHHbIX PpAKTOPOB B COCTOAHMN 300POBbsA NPUBENU

K MepecMoTpy 1 NEPEOCMbICIIEHNIO MPOLIECCOB Pa3BUTUA
yenoBekKa. [loka3aHo, UTO reHeTUYecKkne paktopbl onpe-
[ensT OCHOBY roMeocTasa opraHusma, 1, bonee Toro,
OHW BbICTYMatOT B PONIN STUOMOMMYECKOro 1 NaToreHeTu-
yeckoro ¢dakTopa B dopmMupoBaHum 3abonesaHus [2].
PocTy reHeTMuyeckoro rpysa cnoco6cTByeT Takxe
MoABMEHME HOBbIX MyTareHHbIX ¢akTOpOB B COBPEMEH-
HbIX YCNOBUSAX 06MTaHUA yenoBeka. OHAKO YyUYeHbIMM
nosnyyeHbl BeCbMa NPOTUBOPEUNBbIE U HEOLHO3HAUHbIE
pe3ynbTaThl UCCNefOBaHMA Pa3MEPOB reHETUYECKOro
rpy3a coBpemeHHow nonynsaymm. OLeHKa reHeTMYecKoro
rpysa, no cyTu, NpeacTaBiseT co6oi MOHUTOPVHT NaTo-
nornyeckoro reHodoHza Nofel, NOCKOJbKY NO3BONAET
MOJTyYnTb JAaHHbIE O YAaCTOTe U CTPYKTYpPE HaclieACTBEH-
HOIM MaToNOrMM Ha NONYNALMOHHOM YPOBHe. 3Ta UHbOp-
MaLMA BaXKHa TaKk»Ke MeHe[KepaM 3 paBOOXPaHEHUA Ans
MIAHUPOBAHUA PECYPCOB NPU OKasaHUM MeaULUHCKON

MONITORING PRINCIPLES OF GENETIC PATHOLOGY
AND CONGENITAL MALFORMATIONS IN CHILDREN

D. Zh. Zhanataeva, V. V. Meshcheryakov

The aim of the study is to summarize the literature data on the monitoring of genetic diseases and congenital
malformations in children. Material and methods. We studied publications of foreign and domestic authors,
reviews of randomized controlled studies from various sources of scientific literature, including platforms PubMed,
CyberLeninka, etc. The search depth was 20 years. A literature search was conducted by keywords: genetic
diseases, monitoring, children. Results. There is an urgent need for a differentiated approach to the organization
of monitoring for chromosomal, gene-related diseases and congenital malformations since this is about increased
mortality, disability of children, and a decrease in the quality of family life. There are features of the population
genetics of various types of genetic diseases, malformations, which determines the validity of creating registers of

patients with these diseases.
Keywords: genetic diseases, monitoring, children.



M coumanbHONM MOMOLLM NaLMeHTaM C HaceACTBEHHON
natonoruen [3-4].

SddeKTbl MyTareHHbIX GaKTOPOB, BAMAOLNX Ha re-
HeTUYeCKNIA rpy3, NoNyyeHbl MPenmMyLLeCcTBEHHO Ha IKC-
NepuUMeHTaIbHbIX MOZENSX U HE MOTYT OblTb SKCTPanonu-
POBaHbl B MPAMOM OTHOLLEHMM K NMONYNALUN YENIOBEKA,
TaK KaK He yuMTbIBaloTCA NpoLecchl penapauumm, aganTms-
Horo 3¢ deKTa, 0CO6EHHOCTN YHUKANbHOTO MeTabonn3ma
BELLECTB B OpraHu3ame, KOTopble He MO3BOMAT NpoBe-
pUTb 1 Y4ecTb BCe MHOroobpasue cpefioBbiX KOMMOHEH-
TOB. B TO Xe Bpems MyTaLMIOHHbI MPOLecC y YesioBeKa
MOXET ObITb OXapPaKTEePM30BaH: MO €ro MHTEHCUBHOCTU
N AVHaMuKKe (4acToTa BO3HMKHOBEHWA HOBbIX MyTaLui);
HanpaBfeHHOCTU (COOTHOLIEHNE Pa3/INYHbBIX TUMOB My-
Tauun); 3pdekTam (neTanbHble, HENTPASbHBIN 1 ApYyrue);
NPUYNHHBIM PpaKTopam (CMOHTAHHbIN, XMMUYECKUIA 1 pa-
OVALUWOHHbIN) [5-71.

Lenb — 0606LeHne nMTepaTypHbIX AAHHbIX MO BO-
npocam MOHMUTOPWUHrA FreHeTMYeCKUx 3abosieBaHuNn
N BPOXAEHHbIX MOPOKOB Pa3BUTUA Yy AETEN.

MATEPUAN U METOAbI

MN3yueHbl ny6nvMkauum 3apy6exHbIX U OTeYeCTBEH-
HblX aBTOPOB, 0630pPbl PaHAOMMU3NPOBAHHbBIX KOHTPO-
NUpyeMbiX NCCNEA0BAHWI N3 Pa3NNYHbIX UCTOYHMKOB
Hay4yHOW nuTepaTypbl, BKNtoYasa 6a3bl AgaHHbIX PubMed,
KnbeplleHnHka u gp. MMybrHa noucka coctasuna 20 ner.
JlutepatypHbIi MOMCK NPOBEAEH MO KOYEBbIM CIOBaM:
reHeTUyecKue 3a6051e€BaHNA, MOHUTOPUHT, AETU.

PE3YJIbTATbl U UX OBCYXXAEHUE

MoHUTOPUHr Kak meTofonorna ncciefoBaHus
340pOBbA. MOHNTOPUHI 300POBbA Kak TaKOBOW Npef-
CTaBnAeT cob60 nepapXmMyecKn opraHN3oBaHHY CTPYK-
TYpY ANA NOSyYeHUs OObEKTUBHOWN MHTErPaNIbHON OLEHKM
NonynALNOHHOIO 340POBbA, ONepPaTMBHOrO NPOBEAEHNA
OMHaAMMYeCcKoro aHanmsa 1 NPorHo3npoBaHuaA. Bce 3T1o
NO3BOSIAET TakXKe onpeaennTb NPUOPUTETHbIE 3adaun Mo
MOZEPHU3ALUN 30PaBOOXPAHEHUS, OXPaHe Tpyaa B chepe
BpeAHbIX NPOV3BOACTB, COLMANIbHON 3aluTe NuL, C reHe-
TUYECKOW NaToNOren 1 oCyLWwecTBUTb X PeLleHne nyTem
NJAHNPOBAHNA TEKYLLUMX 1N JOSITOCPOYHbIX MEPOMNPUATUN.
OCHOBOI MOHUTOPUHIa ABMAETCA KOMMbIOTEPU3NPOBAH-
Has cucTeMa cbopa, 06paboTKM 1 XpaHEHNUA NePCOHANN3M-
POBaHHON MeAULIMHCKON MHbOPMALMK O NNLAX C Pa3nny-
HOW naTonorven BO B3aUMOCBA3N C COLNANbHbIMY, SKONO-
rMyecKMmM 1 Apyrumm nokasartenamm [8-91.

MOHUWTOPVHI WNPOKO NCNOMb3yeTcA B Pa3NnNYHbIX
chepax feATeNbHOCTH, YPOBHAX YNPaBieHNA U KOHTPO-
nAa. CywecTBYOT pa3finyHble CUCTEMbl MOHUTOPUHTA,
KOTOpble MOCTOAHHO COBEpPLUEHCTBYIOTCA. B HacToAwwee
BpeMA MOXXHO NpPeACcTaBUTb CeAyIoLWyo rpynnupoBKy
MOHUTOPUHIOBbIX CUCTEM B 06/1aCTU 3PaBOOXPAHEHUA:
1. MoOHUTOPUHT femorpaduyeckux nokasaTtenenm —
poXKAaeMoCTb, CMEPTHOCTb, MHBANNAHOCTb, ecTe-
CTBEHHbIV NPUPOCT.

CounanbHO-TUrMEHNYECKUI MOHUTOPWHT.

MegunKko-aKonornyecknin MOHUTOPUHT.

4. DNUAEemMnonornyeckmin MOHUTOPUHT B pa3pese pas-
JINYHbBIX HO30J/IOTMYECKMX FPYMM, KOTOPbI NO3BONA-
eT B CPaBHUTEIbHOM acneKTe NoayyunTb JOCTOBep-
Hyl0 nHopMaLmio 0 3abosieBaeMoCT 1 pacnpo-
CTPaHEHHOCTN Pa3fINYHbIX 3a00NeBaHUN.

5. MonynAuUMOHHbBIN MOHUTOPUHI TeHeTUYeCKnX
npoueccoB, BKAYAKWNA AaHHble OTAENbHbIX
cy6nonynauun [10].

W

C6op 1 06paboTKa MHPOPMaLUK Mo reHoreorpadnn
HacneACcTBEHHbIX 3aboneBaHNIA OCYLLECTBAAETCA pa3nny-
HbIMK crnocobamu. Yalle Bcero NpoBOAATCA SNUAEMUO-
nornyeckme ncciiefoBaHNA OTAENbHbIX HO30N0TNIN UK
nx rpynn. HegoctaTtkom Takoro nogxopa ABAAeTcA oTCyT-
CTBUe oOLLlero NpeacTaBneHra O pa3mepe rpysa Hacneg-
CTBEHHbIX 3aboneBaHuUn B paspese nonynauun. ina pe-
LIeHUA 3TON 3agaun HeobXoAMMO CyMMUPOBATL BCe MNO-
LOGHblE NCCNefoBaHNSA, YeMy NPENATCTBYET OTCYTCTBME
efiMHoro noaxofa K dopmmposaHmio 6a3 faHHbIX. Pazmep
rpy3a HacneacTBeHHbIX 3aboneBaHMii BO3MOXHO onpeae-
NINTb Ha OCHOBE OHOPa30BOro CMJIOLWHOro 06CeoBa-
HUA NONyNAUUN ANA YyCTaHOBNEHNA Hanbosee WPOKOro
CcreKkTpa HacneaCcTBEHHOW natonornn. B coBpemeHHbIx
yC/IOBUAX Hanbosnee 3PpPeKTNBHbIM NHCTPYMEHTOM MO-
NyNALMOHHOIO MeANKO-rTeHeTUYeCKoro ncciefoBaHus
HacneacTBeHHbIX 6onesHen apnaeTca GopMMpoBaHMe
perncTpa u MOHUTOPVHT 3TKX 3aboneBanHui [7, 10].

MoHUTOpPVHI MOHOreHHbIX 3a6oneBaHuin y geteil.
MpAMbIM METOLOM OLIEHKU PAacipOCTPAHEHHOCTU MyTa-
LU cny>kuT c6op nHbOPMaLUN O BOMUHAHTHBIX FeHETU-
yecKunx 3aboneBaHuAX y fetein HeOONbHbIX poanuTene.
Cneunduyeckmne reHHble HapyLLEeHUs, KOTOPbIe YeTKO Au-
arHOCTUPYIOTCS B LUMPOKOW BpauyebHOM NPaKTrKe, MOX-
HO MCMONb30BaTb Kak MHANKATOPbl HOBbIX MyTaLuii B MO-
NynAunax yenoBeka. /Ix Ha3blBaloOT «CTOPOXKEBbIMU (eHO-
Tunamm». Kak n3BecTHO, OCHOBHbIMY XapaKTepUCTUKamu
ANA «CTOPOXeBbIX GeHOTUMNOB» AONXKHbI ObITb MOJIHAA
NeHeTPaHTHOCTb 1 OAMHAKOBAaA 3KCMPECCUBHOCTD anse-
nA. B HacToAWEee BpemMA nmeeTcAa BO3MOXHOCTb paccMa-
TPMBaTb KaK «CTOpokeBble peHOoTUMbI» 41 MOHOreHHoe
HapyLlueHre (36 JOMUHAHTHbBIX U 5 cLenieHHbIX ¢ X-Xpo-
Mocomon). Kaxabin n3 3tnx ¢peHoTMnoB BCTpeYyaeTcs
pepko (HekoTopble ¢ yactoton 1 Ha 106 HOBOPOXKAEH-
HbIX), HO B OOLLe CyMMe OHM BCTPeYaloTcs, No-BUANMO-
My, ¢ yactotom 1:2000, yuto cocTaBnAeT 25 % BCeX HOBbIX
LOMUHAHTHbBIX MyTaLWii, eCNn UCXOAUTb U3 NOJO6HbIX
pacyeTos. 10 0606LEHHBIM faHHbIM HayyHOro Komu-
TeTa OOH no genctemio aToMHoN pagrauum n Kommuteta
no 6ronornyecknm sdpdeKktTam NOHUIUPYIOLLMX U3NTyYe-
HUM HauymoHanbHom Akagemum Hayk CLUA, okono 1 %
MKUBOPOXKAEHHbIX AieTEN MMEIOT aQyTOCOMHO-AOMMHAHTHO
Hacnefyemble 6onesnHn [11].

KNnHUKo-reHeanormyeckne nccnefoBaHnsa JOMU-
HAHTHbIX U CUEMMEeHHbIX C X-XPOMOCOMOW HacneaCTBEH-
HbIX 3aboneBaHWi HarNALHO [OKa3blBalOT 3HauYeHue
CMOHTAHHbIX MyTaLWii B CTPYKTYpe 3TuX 6onesHen, npe-
Xae Bcero — ux Taxenbix ¢opm. Hanprmep, axoHapo-
nnasma B 9 n3 10 cnyyaes conps)keHa C HOBbIMU MyTa-
umamun. Mpwn HenpodrbpomaTose, NPOABAAIOLLEMCA YKe
BO B3pOCJ/IOM Nepuofe B BUe onyxonen, 3 u3 4 ciyvaes
3aboneBaHMA Takxe 00yCNIoBIEHbl HOBLIMU MyTaLUAMMU.
YaenbHbI BeC HOBbIX (CMopagnyecknx) MyTauuin npm
No34HO MaHMUEeCTMPYEMbIX JOMUHAHTHBIX NMATONOIN-
AX, KOTOPble NPaKTMUYECKM HNKAK He BAMAIOT Ha NiaHu-
poBaHMe NoTomcTBa, coctasnaeT 10-20 %. CymmapHoe
3HauYeHue HOBbIX (CMopagnyecKknx) MmyTauui B obulen
CTPYKTYpe AOMUHAHTHO HacneayemMbix 6onesHen TOYHO
onpenennTb B HacToAllee BpemMAa He npeacTaBnAeTca
BO3MO>KHbIM. YNpaBieHve 3a6051eBaeMOCTbi0 MOA0OHbI-
MW MaToNOrMAMM BO3MOXKHO TOMbKO NpY NpoBefAeHnN
npeHaTasbHOMN reHHOW AnarHocTnkn. OgHaKko 37O He
BNVAET Ha MiaHNPOBaHME GPAYHbIX OTHOLIEHUN, @ OT-
CYTCTBME B aHaMHe3e Y poauTenierl HacneaCcTBEHHOM Nna-
TONIOMNM He ABNAETCA NPAMbIM MOKa3aHWeM A1l TeHHOM
AnarHocTuku nnopaa [12].
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Cnopagnyeckne MyTaumnm Npu peLeccrBHbIX U Cue-
MAEHHbIX C X-XPOMOCOMOW 3a60oneBaHUAX JOMOHAIT
npumepHO 30 % MyTaHTHbIX FeHOB, SNMMUHNPYIOLWNXCA
13 NONyNALMUN B pa3pese Kaxxaoro NokoneHns. Yumntbisas
HOBble JaHHble O MyTareHese, B MJlaHe NPOoGUNAKTUKN
HacneACTBEHHbIX Oone3Hel NpeacTaBeHbl Cilyyan TaK
Ha3blBaeMbIX 3aflepPXaHHbIX MyTaL i, KOTOpble XapaKTe-
pUV3ylOTCA TEM, YTO B OAHOM MOKOJSIEHMN Y 300POBbIX PO-
avitenen noABNATCA HECKONIbKO AeTen C AOMUHAHTHO
HacnegyembiMu 3abonesaHuamu [13].

YyeT «CTOpOXKeBblx GEeHOTUMOB» NO3BOJIAET OLEHM-
BaTb U3MEHEHMA B YPOBHE CMOHTAHHbIX MyTaLu1ii BO Bpe-
MEHW NpW YCNOBUN TOYHOWN ANArHOCTUKN HacneaCcTBeH-
HbIXx 6onesHen. Hanpumep, ecnum HEKOTOPbLIA MyTareH
B Cpefie Bbi3blBaeT NOCTOAHHOE MOBbILIEHME YMCa My-
TalMi, TO 3TO Hen30eXKHO [OMKHO NPUBECTN K Nponop-
LUMOHANbHOMY YBEIMYEHUIO YacTOTbl COpPagnYecKmx
CNy4YyaeB JOMUHAHTHO HacsielyeMbIX U XPOMOCOMHbIX 60-
nesHeli. MprHMMana BO BHMMaHKe To, YTo Kaxaasa dopma
HacnefcTBeHHOW 6onesHn («cTopoXkeBoro GpeHoTnNa»)
pefka, penpeseHTaTMBHble ANA MyTaLMOHHOWN aNnaemu-
ONOrnmn AaHHble MOXHO NOMYYUTb U3 PErMCTPOB CPaBHU-
TeNbHO 6oMbLUMX NonynAumMi. Takne 60ne3Hn NpoABA-
I0TCA BCKOpPE MocCsie pOXAEeHWA, COXPAHAIOTCA B TeUeHune
BCEW XN3HU 1 TPebyIoT cepbe3Ho MeVLNHCKON 1 coLu-
anbHom nomolun [14].

Ba)kHOe 3HaueHVe AnA MOHUTOPUHIa UMEIT Pe3ysib-
TaTbl MAaCCOBOrO CKPUHMHIa HOBOPOXKAEHHbIX Ha Hacneq-
CTBeHHble 3aboneBaHna oOMeHa BelecTB, KOTopble Co-
CTaB/AT OCHOBHYIO YacTb TaK Ha3blBaeMbIX OpdaHHbIX
6onesHen. OgHaKo B pa3HbIX CTpaHax cnekTp 3abonesa-
HWIA, HA KOTOPble MPOBOANTCA CKPUHWHT, CYLLEeCTBEHHO
pa3nuyaetca. CnegyeT TakXKe NOMHUTb, YTO HE NCKIIoYa-
loTCA Cilyyaun no3gHen mMaHudecTauum HacnenCTBEHHO
006ycnoBieHHbIX opdaHHbIX 3a6oneBaHnii [15].

MOHMTOPUHI XPOMOCOMHbIX 3a6oneBaHU B geT-
cKon nonynaunn. He meHee BaXkHbIM ANA reHeTNYeCKo-
ro MOHUTOPVIHIA ABNAETCA YYET XPOMOCOMHbIX aHOMANI
13-3a OCTAaTOYHO BbICOKOW OOLLEN YacTOTbl, HAaMbONbLLEN
KOHUEeHTpaL M1 NaLMeHTOB C TakM BUOOM reHeTUYeCKmX
3aboneBaHnin B ETCKOWM MNONYNALNK, HAIMUMNA 0ObEKTMB-
HbIX KJTIMHUYECKNX MAapKepPOB XPOMOCOMHbIX aHOMasnuii
yXe B paHHeM JeTCKOM BO3pacTe U HOCUTENbCTBa XPOMO-
COMHOW MyTauuUKM y KIMHUYECKN 300POBbIX POAUTENEN.
LintoreHeTnyeckoe ob6cnefoBaHie 0TOOPaHHbIX Fpynn ae-
Tel € NoJO3PEeHNEM Ha XPOMOCOMHYIO NaToNOrnio nocne
KNMHUYECKOW ANArHOCTVKM ABNAETCA BECbMa NPaKTUYHbIM
NMOAXOAOM K YUETY OCHOBHbIX aHeyniouann B 605bLumx
rpynnax getei. MNpu sTom yutoreHeTnyeckn obcnenyet-
cA TonbKo 1-2 % peTelt. B To e Bpemsi Hanbonee yacTble
BUabl Tprcomui (no 13-n, 18- n 21-n xpomocome) ABNsA-
l0TCA CNopaguYeckumm (Brnepsble BOZHUKLIMMU, MPOCTbI-
MW, HETPAHCNOKALMOHHbIMK) 1M MO3TOMY He nonagatoT
B MoJie 3peHuns Bpayel 4na npoBeieHns, Hanpumep, npe-
HaTanbHOWM ANArHOCTMKM B YCNOBUAX OTCYTCTBUA Hebna-
ronpuATHOrO Hac/eACTBEHHOrO aHaMHe3a poauTenen.
CTpyKTypa BCEX XPOMOCOMHbIX aHOMaNMin B MONynALUM
HOBOPOXAEHHbIX AieTe npeacTaBneHa B 79 % cnyvyaes
cnopagmMyeckmmmn MyTaumamu, 1 Tonbko B 21 % — myTauma-
MW 13 NpeablayLmx NOKONeHMN. YacToTa HOBbIX FEHOMHbIX
N XPOMOCOMHbIX MyTaLuin cocTaBnaeT 5 cnyyaes Ha 1 000
POXKAEHHBIX M1BbIMM [16-18].

SnnaeMmnonormyeckme NCcciegoBaHna XPOMOCOMHbIX
6onesHel y fileTeil HeOOXOAVMbI HEe TOSIbKO AJIA HAaYUHbIX,
HO U ANA NpaKTUYecKnx Lenen. 3HaHne 0OBbEKTUBHbIX
rokasaresel 3a601eBaemMoCT/ 1 PACNPOCTPAHEHHOCTM

XPOMOCOMHbIX aHOManui B AETCKOW NONynALum, B TOM
yncne cnHgpoma layHa, nossonaet 3ppeKkTMBHeE NnaHu-
poBaTb 0ObEMHbIE MOKa3aTenn MeanuLMHCKoro obecneye-
HWA 3TUX NaLUEHTOB, PacCUUTbIBaTb NPAMbIE U HEMPAMble
3aTpaTbl Ha JleyeHne, NPOGUNAKTUKY 1M OKasaHme meau-
KO-coumanbHom nomoLum [19-22]. TpaHcnAuma pesynbra-
TOB HayUHbIX pa3paboToK B 0651aCTV yyeTa h MOHUTOPUH-
ra XpOMOCOMHbIX 3a60/1eBaHNIA Y AETEN C BO3MOXHOCTbIO
MX NPOrHO3MPOBAHNA B NPAKTUYECKYIO MeANLMHY MeeT
BayKHOE NMpuKnagHoe 3HaveHune [23-26].

PacnpocTpaHeHHOCTb XPOMOCOMHbIX aHOManNuin Ha
nonynALuNOHHOM YPOBHe cocTaBnaeT okono 1 %, ofHa-
KO MCTUHHAA MX YacToTa CyLeCTBEHHO Bbille Npu yyeTte
Cly4YaeB XPOMOCOMHbIX $AaKTOPOB Npu 6ecnnogunm, He-
BbIHALUVBAHUN GEPEMEHHOCTN, BPOXAEHHbIX NMOPOKaxX
pa3BuTUA, onurodbpeHnn n Apyrux BMax HapyLeHun
pPa3BUTUS, KOTa XPOMOCOMHble abbepaLnn ABASAITCA
NPUYMHON NaToNornyeckoro npouecca [27].

Hanbonee yacTbiMu 1 BaXXHbIMU GEHOTUMMYECKMMM
NPoABAEHUAMN MOMIOMKM reHOMa YenioBeka ABAAIOTCA:
MY>CKaf 1 XeHCKasa CTepunbHOCTb; CAaMOMPOUN3BOJIbHbIE
BbIKMAbILLN (0COOEHHO paHHMe); rpy6ble MOPOKU 1 aHO-
Manuu pasBuUTUA Y AeTeln; YMCTBEHHAA OTCTaNoCTb; MHO-
rve naTonornyeckrne CoCToAHMA NOCTHaTaNIbHOro nepu-
opa. Bce 310 4OMKHO yunTbIBaTbCA Kak AnA paHHeN NocT-
HaTaslbHOW, TaK N NMpeHaTanbHOM ANAFHOCTUKK conpsA-
YKEHHbIX C ab6epauusaMy BCEFrO reHOMa U OTAENbHbIX
Xpomocom 3abonesaHuii. iccnepoBaHna nokasanu, 4to
o6 reHeTUYECKNI Fpy3 NOMyNALMN YenioBeKa 3a cyeT
FEHOMHbIX 11 XPOMOCOMHbIX aHOMaNuin CoCTaBnAeT nNpu-
MepHO 5-5,5 %, n3 KoTopbix okoso 1,5 % yxe npuxoantca
Ha HOBOPOXAEHHbIX AeTel. MaBHbIM 1 3GPEKTMBHbBIM Me-
TOOOM UX PaHHEWN ANArHOCTUKN Yy feTel ABNAETCA uUTore-
HeTUYeCKNn MeTod MyTeM aHanu3a KapruoTmna naumeHTa,
a anAa npodrnNakTUKM — KapMOTUNMPOBAHME raMeT Poau-
Tenen 1 KNeTok 3apoAbiwa.

LiutoreHeTnyeckne meToabl — OCHOBHOMN UHCTPYMEHT
ONArHOCTUKM FEHOMHBIX Y XPOMOCOMHbIX aHOManuUM Ha
pa3HbIX CTagMAX OHTOreHe3a yenoBekKa, YTo ABNAeTCA
OfHOW 13 Hanbonee BaXHbIX 3aflay NpeHaTanbHOW Ana-
FHOCTUKW. AHTEHaTaNbHaA AMArHOCTMKA XPOMOCOMHbIX
1 reHOMHbIX ab6epaLuii MO3BOMAET HE TONIbKO NOCTaBUTb
TOYHbIN AMArHO3, HO U OMNepPaTUBHO PELNTb BOMPOC K-
MUHaLMW NI0AA C aHOMaNbHbIM KapuoTtunom. B rnobanb-
HOM CMbICJIe Liefiblo TaKOro noaxopa siBnseTcs npodunak-
THKa XPOMOCOMHbBIX M FEHOMHbIX 3aboneBaHui [3, 28].

MOHUTOPUHI BPOXAEHHDbIX MOPOKOB pa3BUTUA
y Aetein. B XX Beke npobnema BpOXAEHHbIX MOPOKOB
pa3BuTMA U3 cyrybo HayuyHou npuobpena 6onbluyto
NPaKTUYECKY0 N MeAMKO-COoLManbHY0 3HAa4YMMOCTb. [1po-
rpecc B Me1LUHe Pe3Ko M3MeHWUN CTPYKTYpy 3aboneBae-
MOCTW JeTer 1 ux cmepTHoCTW. iccnegoBaTeny NnpuxoaAar
K BbIBOZY, YTO OCHOBHbIMW MPUYNHAMUN PEMPOAYKTUBHbBIX
noTepb, NeprHaTarbHOW N PaHHEN HeOHaTalbHOW CMepT-
HOCTW, a TaKXKe OeTCKOW MHBaNMAHOCTU ABNAIOTCA Tpn
rpynnbl NATONONMN HeoHaTaNbHOIO Neprnoga: HeJoHO-
LUEHHOCTb, aCHUKCUA 1 BPOXKAEHHbIE MOPOKN Pa3BUTUS.

[lo cux nop JaHHble CTaTUCTUKM O YacTOTe BPOXKAEH-
HbIX MOPOKOB Pa3BUTMA YPE3BbIYANHO MPOTUBOPEUNBDI,
MX YacToTa Konebnetca ot 4,3 go 55 Ha 100 HoBOpoO-
XAeHHbIX. Tak, no gaHHbIM Poccuinckoro dpepepanbHOro
pernctpa, y 15 % pgeTein € nopokamm AMarHOCTMPYIOTCA
HeCOBMeCTMMbIe C »KM3HbIO aHOManuu, a'y 2 % oHu npu-
BOAAT K paHHeW HeoHaTanbHOW CMepTHOCTW. o gaHHbIM
SKCMEePTHbIX OLEHOK, BPOXKAEHHbIE MOPOKU Pa3BUTMA 06-
Hapy»xuBatoTca y 35,5 % mepTBOpOXAEHHbIX. bonee Toro,



OHW AMarHocTupytoTca y 25 % ymepLunx B nepuHatasb-
HOM nepuropfe feTel. B cTpyKType NpuumnH nepuHaTtanb-
HOW CMEPTHOCTY TAXKerble NOPOKM Pa3BUTUA COCTaBNAT
13-16 %, mnageHuyeckon cmeptHocTn — 20,4 % (nopok
pa3BUTUA — OCHOBHasA HO30JIOMMsA B CTPYKTYpe NOCMepT-
Horo AmnarHo3a). Mpw 06CyKAeHNM YacTOTbl BPOXKAEHHbIX
NMOpPOKOB Pa3BUTMA B 06LLe NnonynALnuK ncciefoBaTenm
006bIYHO NCMONb3YIOT lAHHbIE 06 X BCTPEYaeMOCTH TONb-
KO cpefu HOBOPOXKAEHHbIX AeTel. CnefyeT OTMETUTb, YTO
B Nepnoje HOBOPOXKAEHHOCTN PErMCTPUPYIOTCA NNLWb
rpybbie aHomanuu, pacno3Hasaemble add oculis, - Te,
He yBUAETb KOTOPble HEBO3MOXHO. B TO Bpems Kak «He-
BMAMMbIE» MOPOKN Pa3BUTUA PasIMYHbIX OPraHOB U CU-
CTEM AMarHOCTUPYIOTCA Y BbPKMBLUMX AETeN NWlb CycTs
MecALbl 1 Aake rofbl, Koraa 6pocatoTca B rnasa He camu
MOPOKM, a CBA3aHHbIE C HMIW OCJIOXKHEHUNA — HapyLle-
HUA QYHKLUMIA TeX WU UHbIX OpraHoB 1 cuctem [29-30].
CnepyeT OTMETUTb, YTO BPOXKAEHHbIE NOPOKU Pa3BUTUA
COMpAXKeHbl C TAKNMUW reHeTU4YeCcKnMn 3aboneBaHnAMY,
Kak XpOMOCOMHble aHoManuu. Mostomy Hanmume MHoXe-
CTBEHHbIX MOPOKOB Yy OJHOr0 pebeHKa ABNAETCA NPAMbIM
nokasaHvieMm ana KapuotunuposaHus. Mpu Hanuumm xpo-
MOCOMHOW MaTONOrMN NMOPOKN Pa3BUTUA ClielyeT pac-
CMaTprBaTb KaK NPOABJIEHWE STON NaTONOrnN.

3AKJTIOYEHUE

PocT 3a6oneBaeMocTu HacneaCcTBEHHON NMATOJNIOTMEN
M BPOXOEHHbIMU MOPOKaMN Pa3BUTUA, 3HAUNTENbHOE
coumanbHoe 6pems 3TuX 3aboneBaHnii AUKTYIOT HEOOXO-
OUMOCTb COBEPLUEHCTBOBAHWA MEANLMHCKOM MOMOLLM Ha
BCEX ee HanpaBfeHNAX — [MArHOCTUKE, NeYeHnn 1 npo-
dunakTuke.

[na onTMm3aumyi MeauLUMHCKON nomoLmn Hanbonee
Ba)KeH 3O EKTMBHbBIN MOHUTOPMHI reHeTUYeCKnx 3abo-
neBaHWi 1 MOPOKOB Pa3BUTKA, OCHOBHbIM NHCTPYMEHTOM
[N KOTOPOTO ABMAETCA eAUHbIN PErncTp 3TMX 3aboneBa-
HUI, @ He BefeHne OTAENbHbIX PErncTpoB A pasnunu-
HbIX NATONOrni. EANHBIN perncTp Bcex reHeTUyecKmx
3aboneBaHuMi 1 NOPOKOB Pa3BUTMA Hambonee obbek-
TVUBHO N NOJIHO OTPa)KaeT NUAEMNONOTMYECKME JaHHbIe
1 MO3BOJISIET MOHUTOPMPOBATbL BCE 3aboneBaHUA B UX
COBOKYMHOCTW. [loka3aTeNbCTBOM 3TOMY CNYXKUT paspa-
6OTaHHbIN B OTAENEHNW KITMHUKO-TEHETUYECKOW AMarHo-
CTUKM HaunoHanbHOro HayyHoro LieHTpa MaTepUHCTBA
n petctBa KopnopatusHoro ¢oHga «University Medical
Center» (r. Hyp-CyntaH, Pecnybnuka KasaxcrtaH) perucrp,
BKJIOYAOLWNIA OAHOBPEMEHHO 4 MOAYNA: XPOMOCOMHbIE
aHOMaNMN, MOHOTeHHble 3ab01eBaHNA, BPOXKAEHHbIE

JINTEPATYPA

NOPOKM Pa3BUTUA 1 pe3ynbTaTbl NpeHaTanbHON AnarHo-
CTUKU. MIHpOopMaLMoHHOe none Takoro perucrpa obe-
CreuynBaeT Hanmume eauHoON 6a3bl JaHHbIX BCEX YKa3aH-
HbIX 3aboneBaHN, BO3MOXHOCTb Hanbonee TOUHOro KX
NPOrHO3UPOBaHWA 1 MAaHNPOBaHMA PEeCYpPCoB 34pPaBo-
OXpaHeHUs, NCKIoYaeT BO3MOXHOCTb «4BOMNHOIO» yue-
Ta 1 No3BonsAeT oueHUTb 3GEKTUBHOCTb NpeHaTanbHOM
amnarHoctukm [31].

PaHHee BbisiBNeHME reHeTUUYEeCKUX 3aboneBaHum
1 MOPOKOB Pa3BUTMA OCHOBAHO MpeX e BCEero Ha nx npe-
HaTaslbHOW ANarHOCTMKe, KOTopas ABNAETCA MOLHbIM VH-
CTPYMEHTOM CHUXEHMWA YPOBHA NeprHaTanbHbIX NOTEPb,
MNafeHYeCcKon 1 JeTCKOW CMePTHOCTU, a TaKXKe UHBaNN-
AV3aumm feTer 3a cYeT JOPOLOBOM SNVMUHALUN ClyYaeB
C TAXENbIMU Fr€HHbIMU U XPOMOCOMHbIMY NATONOrUAMMU
N HekoppermpyembiMn nopokamu passutna. Cornac-
HO pe3ynbTaTaM OCYLLEeCTBAAEMON B HacToALee BpemMs
B MeAMKO-TeHeTUUYECKNX KOHCYIbTaLMAX NpeHaTanbHOMN
AVAarHOCTUKM NOPOKOB Pa3BUTUA 1 HaCcNeACTBEHHbIX 3a-
60seBaHi1, 3TO MO3BOJMISET YMEHbLINTb FrEHETUYECKNIA
rpy3 Ha NONynALMOHHOM YPOBHE, TO eCTb ABNAETCA Ha ce-
roAHAWHNIA feHb Hanbonee 3HaYMbIM U 3GHEKTUBHBIM
MeTOLOM NPOodUNaKTMKIM 3TUX 3abonesaHunin [32-33].

Hanbonee 3pPpeKTUBHDBI MOHUTOPUHT 0bOCyXaae-
MOW NaToNormu, Kak nokasblBaet onbiT paboTbl Hayu-
OHaNIbHOTO HayYHOro LieHTpa MaTePUHCTBa U AeTCTBa
(r. Hyp-CynTtaH, Ka3axcTaH), BO3MOXeH B OpraHn3aymnoH-
HOW CTPYKTYpe CNy>KObl ANarHoCTUKN, IeYeHns 1 Npo-
bUnakTMKM HacneaCcTBEHHbIX 3ab6oneBaHUi 1 MOPOKOB
pa3BuTUA, KoTopasa GYHKLMOHMPYET B pamMKax OfHOM
MeANUMHCKON OpraHmn3auunum, a UMeHHO — pervoHanb-
HOTo UM pecnybnKaHCKOro neprHaTasbHOro LeHTpa.
B TO Bpems Kak Ha MHOTVX TEPPUTOPUAX ITU CIyXObl
OpPraHM3aunMoHHO GYHKLMOHUPYIOT pa3pO3HEHHO — AB-
NATCA CTPYKTYPHBIMU NOAPa3aAeNeHNAMN Pas3INYHbIX
MeONLUNHCKUX OpraHu3aLmi.

TaknM 06pa3oMm, akTyasnibHbIM 1 CBOEBPEMEHHbIM fB-
nAeTcA co3faHme n MofaepHu3aumna MHGopmaLMoOHHOM
CUCTEeMbl perncTpauum BpoKAEeHHOM N HaCce[CcTBEHHOMN
naTonoruy, KOTopas NO3BOJSINT OLEHNTb YaCTOTY, CNEKTP
N CTPYKTYPY BPOXKAEHHOW 1 HaCne[CcTBEHHONM NaToONOrUm
B [€TCKOW MOnynAuumu, NporHo3npoBaTb 3T SNNAEeMMO-
niornyeckune nokasatenu Ha nocnegytowme rogbl, NaaHu-
poBaTb 1 paLMOHaNbHO NCMOb30BaTb KaAPOBbIE 1 MaTe-
puvanbHble pecypcbl, onpeaenaTb NPUOPUTETHbIE 3agaun
MO CHUXKEHMIO YPOBHEN NepurHaTaibHON, MNafgeHYeCKon
CMEPTHOCTU 1 MHBaNVAn3aLmnm.
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