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CnekTp HacneaCcTBEHHOM NaToNOrMu
B KPYNHOM neguaTpu4ecKkom crtauuoHape

A.A_BapaHoB, O.B.KoHaakoBa, H.B.)Kypkosa

Haywubist yeHTp 3goposes geten PAMH, Mockea

B cTaThe NpoaHanMaMpoBaHbl Y4acToTa, CMEeKTP M CTPYKTYpa HACMeACTBEHHOM NaTonoruu, BeisBReHHol B knuHnke HUSM
PAMH 3a nepuog ¢ 2000 no 2003 rogbl. HacToTa MOHOIEHHOW NaTonorum B 3ToOM cTaunoHape coctasiseT 3,4%, XpOMOCOM-
HOM — 0,1%. CMEKTp MOHOreHHoM (MCKmouast HacneaCTBeHHbIe G0MesH o6MeHa BellecTs) naTosoruM BIoHaeT Gonee
100 HO30MOrMHECKUX eAMHUL,. XPOMOCOMHAs NaTtonorus 6bina NpeacTaeneHa B 24% ayTOCOMHLIMW TPUCOMUAMU, B 27% —
aHOMANMSMU MOJIOBLIX XPOMOCOM U B 49% CITy4aeB — CTPYKTYPHBIMU XPOMOCOMHBIMM NEPEeCTPONKamM.

Knioqesbie ¢roBa: XPOMOCOMHbIE BONe3HI, HACTEACTBEHHbIe 6016311 06MeHa BeLeCTB, BPOXAEeHHbIA MOPOK pasBuTHs

Spectrum of hereditary pathology
in the large clinical pediatric hospital

A.A.Baranov, O.B.Kondakova, N.V.Zhurkova
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The frequency, spectrum and structure of hereditary pathology reveled in the clinics of the Scientific Center of Children’s Health,
Russian Academy of Medical Sciences during the period from 2000 to 2003 years were analyzed in the article. The frequency
of monogenic pathology in this hospital was 3,4%, chromosomal pathology — 0,1%. The spectrum of monogenic pathology con-
sisted of more than 100 nosologic units. The chromosomal pathology was presented by autosomal trisomies in 24% of cases,
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n 0 AaHHbIM BO3, exeronHo okono 5—-8% HOBOPOXAEHHbIX
NOABMAOTCA HA CBET C Pa3NIMYHbIMUA BPOXOEHHBIMU WK
HacneacTBeHHbIMU fedekTamn. Movtn 40% paHHein OeTCKon
CMEPTHOCTU HYaCTUYHO MU MOJSTHOCTBLIO OB6YCNOBMEHO HACNEACT-
BEHHOW nartofiorneid. [pu 3TOM B CTPYKTYpe HACNeaCTBEHHbIX
60ne3Hen nona TaxxesnbIX OpM cocTaBnseT okono 2% [1, 2.

PacTeT Bkag HacneacTBEHHOM NATONOrMK B CTPYKTYPY Mpu-
YMH OETCKOW MHBanMOHOCTV U 3a00NEeBaeMOCTU cpean AETel,
roCnuTann3MpoBaHHbIX B 60nbHUUEI obero npodunsa. Couu-
aneHas afjanTauus AeTen C reHeTUHeckn AeTepMUHMPOBaKHbI-
MU COCTOAHUAIMU, UX HEPBHO-NCUXMUYECKOE U hu3ndeckoe pas-
BUTME, KaK NpaBuno, pes3ko CHWXeHbl. [ovTn y 75% peten,
CTpagarolmx HacneacTBEHHbIMKW 3a6oieBaHMs MU, OTMeYaeTcs
HU3KWUIA YyPOBEHb CNOCOBHOCTEN K OBYYEHWUIO B LLKOME W/KMKU K
pa6ote [1, 2].

B 3apybexHon nutepaType MMeoTCs AaHHble O 4acToTe Ha-
CrefcTBeHHbIX 60n1e3HeEN B NeguaTpuyeckoM ctaunoHape. MNpo-
BeieHHbIe UCCIeA0BaHMA NOKA3aM. YTO 4acToTa XPOMOCOMHbIX
bonesHen cocraBnseT meHee 1% 1 konebnetca ot 0,1 o 0,7%.
HacToTa MOHOreHHbIX 601e3He BapbupyeT 6onee LLUMPOKO U Co-
ctaenseT oT 3,9 o 6,9% [3].
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by congenital anomalies of sex chromosomes in 27% and by structural chromosomal rearrangements in 49% of cases.
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Llenbto paboTel ABNSETCHA aHanW3 4acToTbl, CreKTpa U CTpyK-
Typbl HACNEACTBEHHOW MATOMNOrMW B KOHTUHreHTe 60MbHbIX B
KnuHukax Hay4Horo ueHTpa 3poposbs geten (HLU3O) PAMH 3a
nepuof ¢ 2000 no 2003 rr.

MaumneHTbl 1 MeTOADbI

KOHTUHIreHT 60nbHbIX, HanpaBfEHHbIX HA MeOuKO-reHeTu-
Yyeckylo koHcynstauuo (MIK), coctasunu getm B Bo3pacte oT
7 oHer go 18 net. O6uwee KONMYECTBO NMPOBEAEHHbIX 3a aHanu-
3UpyeMbli nepuof KoHcynstauuin — 1914, n3 Hux 1351 — B cTa-
uuoHape, a 563 — ambynaTtopHO B KITMHUKO-AUArHOCTUYECKOM
ueHTpe (KOW) HU3LO PAMH.

InarHo3 HacnefacTBeHHOro 3aboneBaHUsi OCHOBLbIBASICA Ha
DaHHbIX KITMHUHYECKOrO OCMOTPA, KIUMHUKO-reHeanoru4eckoro
aHanuaa, nabopaTopHbIX U UHCTPYMEHTaNbHbIX UCCNEaoBaHUN.
JlabopaTopHble UccneaoBaHus BKMtoHanmM o6LLMIA aHann3 KpoBu
N MoK, BUOXMMUHECKME aHanNn3bl KPOBKW (OnpedeneHne ypoBHS
6unupybuHa, XonecTepuHa, IoKO3bl, TpaHcaMuHas, obLiero
6enka v apyrux nokasaTtenen) n Mo4u (MoHorpamma Mo4m), aHa-
U3 Kana Ha copepxaHue yrneBOfOB, FOPMOHAMbHLIA CNEKTP.
WHCTpyMeHTanbHble METOAb! BKNOHANW YNbTPa3ByKOBOE UCCTe-
posaHve (Y3W) BHYTpeHHWX OpraHoB, peHTreHorpaduio, mar-
HUTHO-PE30HaHCHYIO TOMOrpacuio, 3HOOCKONUYECKNE Uccneao-
BaHUs.

CheumanbHble reHeTu4eckme metopbi 6biv npefacTaeieHsbl
KapuOTUNUPOBaHWEM, MOMNEKYIAPHO-TEHETUHECKUMU UCCNEN0-
BaHWSAMU, CKPUHWHIOM Ha HacnefcTBEHHble 60Ne3Hu obMeHa
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BeLLeCTB, 9H3MMOONArHOCTUKOA NM30COMHbIX GonesHein, onpe-
eneHnem KoHUEeHTpaumm grIMHHOUENOYEHHbIX XUPHBLIX KUCNOT B
KPOBM C NOMOLLILIO Fa30BO-XMOKOCTHOM XpomMaTorpagun, Konu-
4eCTBEHHbIM OrpegeneHUeM aMMHOKUCIIOT KPOBU U MOYM, a Tak-
Xe KOHUEeHTpaumu1 nakTara, nupyeara, KETOHOBLIX TEl B KPOBU U
OpraHNYecKkmMx KUCNOT B Moue.

IluarHoctnka cMHApPOManbHOM NaToNOrMK OCYLLIECTBNANACH C
NOMOLLBI0 KOMMLIOTEPHbIX anarHoctnieckmux nporpamm (Oxford
Medical Database, OMIM).

Pe3ynsTaThl “cchepgosaHus n ux obcyXxaenue

o paHHBIM 3apy6eXHbIX aBTOPOB, 0KONO 25% GOMbHBIX C Ha-
CrneACTBEHHON NaTonornein NOMy4atT KOHCYNbTaUMIO Bpada-re-
HeTMKa Npu NepBoi rocnMTann3auuu, a B 4eTckux ctaumMoHapax
pasBuUTbIX CTpaH 25—-35% Koek 3aHATb! nauMeHTaMm ¢ HacneacT-
BEHHbIMU 3a605neBaHusMU [3].

OpHako pesyneTaTbl HacToALEen paBoThl nokasanu, YTo vac-
TOTA MOHOreHHOM natonorum B kKnuHukax HU3O PAMH cocTas-
nset 3,4%, xpomocomHon — 0,1%. OueBnaHo, 4TO 3TU UMPSI
3aHWXeHbl, MOCKONbKY Ha MeOVKO-TeHETUHECKYIO KOHCYNLTaLUIo
HanpaBnAlTCA geTU B ONArHOCTUHECKM CIOXHbIX Cry4daax nnm
npyv HeO6XoONMOCTU YTOYHEHUs1 NporHo3a fdanesHewnwero geto-
poxdeHus B ceMbe. Bo3MOXHO, 3TO CBA3AHO C TEM, YTO 3Ha4u-
TENbHOE YUCNO OeTEN C paHee BbIABNEHHBIMW HACNEACTBEHHbI-
MU 3a60M1eBaHUAMM, NOCTYNanu B cTauMoHap gad cuMmnToMatu-
YECKOro JIE4YEeHUA N He Hy)XXOanucb B AOMOMHUTE/IbHOW MeaMKo-
reHEeTUYECKOW KOHCYNbTaLUN.

YacToTa rocnutanuaauwin y 60nbHbIX C HACNEACTBEHHONW Ma-
TONOrMen. No OaHHbIM NuTepaTypsl, cocTasnseTt 5,3 8 rod, no
cpasHeHwio ¢ 1,6 y petei 6e3 Hee [3]. Hawuw fgaHHbie nokazamm,
YTO [ETU C THKENOW HacneOcTBEHHOW naTonorueh (ammHoaum-
Jonatin, TaxXenbie OPMbl MUTOXOHOPUATBLHOM NATONOT MK, M-
KOreHo3bl) rocnuTanmampoBanuce 4-5, a Apyrve kareropum na-
LuueHToB — 1-2 pa3a B rog. CnefyeT OTMETUTb, YTO NPOJOIIXM-
TENbHOCTb rocnuTanmuaaumm geTen ¢ TAXENON HacneaCcTBEHHOMN
narofiornei focturaet 2—-3 MecAueB MNpu cpegHein ee Npopon-
XUTENLHOCTU 14 oHeW.

MbI n3yumnu cnekTp HacneacTBEHHOW NaToNoOrMn, BhISBIEH-
HOW B KIMHUKax Hallero yeHTpa. AHanM3npoBauck XPOMOCOM-
Hbie N MOHOreHHble 3aboneBaHus, NpefcTaBneHHbie CUHOPO-
MarnkHbIMM (DOPMaMU MHOXECTBEHHBIX BPOXAEHHLIX fopokos
pasBuTUA W HacleACTBEHHbIMW GonesHaMn o6MeHa BEeLecTB.
Megnuvko-reHeTU4ecKue KOHCYNLTaLMM Nno noBomy MynbTUdAaKTo-
pyanbHbix 6onesHen (Nenxmyecknx 3aboneBaHni, Lenvaxkum) u
M30NMPOBaHHBIX BPOXOEHHBLIX MOPOKOB BbINN eOUHUYHBIMK, MO-
3TOMY OHW He 6bITM BKNIO4YEHk! B UCCNeaoBaHue.

B tabn. 1 npepcTaBneHo 4ncno 60MbHbIX C HACNEACTBEHHON
naTonornewn, suiAsnexHbix B 2003 rogy. 13 708 geTedn, npowles-
LINX MEAUKO-TeHETUHECKYI0 KOHCYNbTauuo, AnarHo3 HacneacT-
BeHHOro zadonesannst Guit UCKNoYeH y 33 geTeit, 4To cocTasu-
no 4% 6onbHbIX B CTaumoHapax v 7,6% OT uncna NpoLeaiumnx
ofcrefoBaHne B KMHUKO-ANArHOCTUHECKOM LieHTpe. 3TO CBU-
JeTenbCcTByeT O TulaTeNbHOM 0T60pe Bpa4amMu KOHTUHreHTa fe-
TeW, HYXJALMXCA B KOHCYyMNbTauun reHetuka. [OuarHos Ha-
CNefCTBEHHOro 3aboneBaHus bbist YCTaHOBAEH y 286 B0MbHLIX B
crauynoHape 1 y 66 Ha am6ynaToOpHOM rpuUeme, YTO COCTaBWUIo
okono 50% oT obulero yvicna neteit, HanpaBneHHbIX Ha KOH-
CynbTaLMIo.

Tabnuua 1. PacnpegeneHne aertei, npowegwnx MeANKO-reHeTu-
4YeCKylo KOHcynbTayuio B 2003 roay
CraywoHap KAl Wroro
Ipynna LeTeh B rpynne KONWYECTBO
a6e. % abe. %
Bcero petent 577 100 131 100 708
[leTn ¢ oTBepPrHyTLIM GUarHo30M 23 4.0 10 7,6 33
HacneAcTBeHHoro 3aboneBaHns
[leTn ¢ BPOXAEHHbIMK 9 1,6 0 0 9
NOpOKaMy passuTus
fleTu ¢ ycTaHOBREHHbIM auarHosom  286* 496 66 50,4 352
HacnencTBeHHoro 3abonesanns
[leTu, y KOTOPLIX N0 PasNU4HLIM 259 44,9 55 42,0 314
TpU4MHAM He NpoBegeHa
OKOHYaTeNbHAN AUarHocTvka
* be3 feted ¢ BPOXACHHBIMY NOPOKamM passuThs,

UccneposaHune kapnotuna 66110 NPOBEAEHO 3a aHanuauvpye-
MbiA nepunog 6onee 4em y 15% nauymeHToB, o6paTUBLLMUXCA 38
MEQIMKO-reHETUYECKON nomoLLbio. CredyeTr oTMeTUTb, YTO 3Ha-
YUTENbHOE YUCNO GONMbHBIX 06pallanoch 3a KoHCynsTauuen K
reHeTUKY nocne untoreHeTU4eckoro o6¢cnefoBaHna, NpoBeaeH-
HOrO MO MECTY XMUTenbCcTBa 6OMBHOro, NO pesynsTatam KOTopo-
ro XPOMOCOMHas naTtonorusa 6bina ucknoveHa. MNocnegHssa 6bl-
na BobisiBiieHa Hamu B 10,7% cnyvaeB. CTPyKTypa XpOMOCOMHOWM
naTtonoruy, BbISIBNIEHHOW B HAalleM UeHTpe, npefcTasnieHa B
Tabn. 2. Kak cnegyet n3 Tabnuuel, 6o1ee 4em y NoJIoBMHbI Na-
LUMEHTOB 6blnn 0GHapyXeHbl ayTOCOMHbIE TPUCOMUM (CUHAPOM
HayHa, cuHapomM OpBapfca) M aHoManuu rosioBbIX XPOMOCOM
(cvnppom LLepelueBckoro—TepHepa, cuHapom KnaiHdenstepa,
nonucomus Y). Y octaneHbix (49% Ciiy4aeB) BbIAB/IEHbl CTPYK-
TypHblE XPOMOCOMHble MEPECTPONKU (pasfvyHble geneuuu,
TPaHCNoKauunn, NHBEPCUM, KOMbUEBbIE, MapKepHbIe XPOMOCOMBI,
NIOMKME XPOMOCOMbI U UX OEPUBATHI).

Tabnvua 2. CTpyKTypa XpOMOCOMHOW MNaToNoruu, BbISBNEHHOW B
HU34 PAMH
NeNe Xpomocomuas natonorus Yucno
n BonbHbIX

AyTOCOMHBIE TPUCOMMUU:
1 boneans [ayHa, (47 XX, +21; 47 XY +21) 7

2 Cunapom dnsapaca (47.XY,+18) - 1

Axomann1 nonoBbIX XpOMOCOM:

3 CuHppom Knaindenstepa (47,XXY; 2
48, XXXY) 1
4 Cunppom Wepewesckoro-TepHepa: 45, X0 4
45, X/46, Xi(Xq) 1
Monucomua Y 46, XY/ 47 XYY/ 48 XV 1

5
CTpYKTYPHBIE XPOMOCOMHBIE NEPECTPONKM:
6 Cunppom Bonbha—XupluxopHa 46+ - -

7 Konbugsas 13 xpomocoma 46 XY. 12

8 KonbLesas 20 xpomocoma (4€ *

9 ®parunbHas 16 xpomocoma (4

10 47 XY; + mar, 47 XX,+ma-

11 48 XX, inv X 1

12 YacTUyHas MOHOCOMUS NG S w4-cwry ~€n%y T8 XPOMOCOMbI 1
46, XX, del (18) (g21)

13 Yactmunas MOHOCOMMA RyeHOND res@ 10 XpOMOCOMb 1
48, XX, del (10)(q212—g22.1)

14 YacTudnan TPUCOMKHA KOPCTROMD NNEYA XPOMOCOME! § 1
1 HacTMYHAs MOHOCOMME NOPORIDIY RAE™R XPOMOCOME! 5
46, XY: der'c - == =TT o7 -z

15 46, XX. ti5 = 1

16 46. XY - 7 1

7 46. X¥ 1
18 SEY I -2 .q12)pat 1
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CneKkTp HacneacTBEHHOW NATONOMMKM B KPYMHOM MEAMATPUYECKOM CTauuMoHape

Nin3cCcoMr€ S0Ne3Hn
HAKOIenns

BonesHu yrneBogHoro
obmeHa

- AMMHOAUMEONATUM

MuTOXOHAPWANbHbIE
6onesHu
HapyLexne
MWTOXOHZPUANbHOMO
B-okucneHns
XMPHBIX KACNOT

HapyLweHus nMnugHoro
o6meHa

HapyLweHus

MeTaboNMTHOro TpaHcrnopTa
OpraHuyeckine

aumHaypumn

[]

2ucyHok. CnekTp HacneAcTBeHHbIX GonesHed O6MeHa BellecTs,
BbifiBNeHHbIx B HU3A PAMH (B npoueHTax).

B TeveHne 2000—2003 IT. B KNUHUKaX HaLuero ueHTpa Haosto-
Zanocb 69 60nbHbIX C HACNEOCTBEHHBIMU GONE3HAMU oBMeHa
seulecTB. Ha pucyHke nokasaH cnekTp aTux saéonesanHuin. Que-
BUAOHO, YTO B 47,8% cny4aes BbiiBNEHb! 60Ne3HN yrnesoaHoro
SBMeHa (FMMKoreHo3b! Pa3nnUyYHbIX TUMNOB, IPYKTO3EMUS!, ranak-
TO3eMUA 1 Op.), CPean KOTOpbIX Npeotnaaany pa3nuyHble Tvmbl
FMYKOTreHO30B. Ha 2-M Mo 4acToTe MecTe 6bINIM MUTOXOHOPUAab-
Hble 60nesHn (18,8%), Ha 3-M — amuMHoaumMaonaTuu, NpeacTas-
neHHble EHUNKETOHYPUENH, TOMOUMCTUHYPUEN, HEROCTaTOoM-
HOCTbIO Kap6omanndocdarcmHTeTadel 1 ap. (13% cnyqaes).
B 7,2% cny4aeB 6binu BbISBNEHbI HAPYLWEHAA MUTOXOHApWASTb-
HOFO [B-OKNCIEHUS XKUPHBLIX KUCIIOT, CBA3AHHbIE C HEQOCTaTOYHO-
CTblO CpefHeuenoyeyHon aumn-Ko-A gerngporeHassl. B Takom
Xe 4vucne ciyyaes (7,2%) o6HapyxeHbl TM30COMHble 6051e3HU
{Mykononucaxapugossl, MaHHO31A03 1 Ap.). KpahHe pedko 6bl-
21 BbIsiBSIEHbl OpraHM4ecKne aumaypyn u HapyLLeHUst MnnaHo-
ro obMeHa, a Takxe MetabonuMyeckoro TpaHcrnopTa (28 n 14%
COOTBETCTBEHHO).

CneKTp BbIABNEHHON MOHOIEHHOW (MCKIoYas HacneacTeeH-
Hble 60Me3Hn obmMeHa BellecTB) MaTonorMn BkIOHaeT Gonee
100 Ho3onorM4ecknx eguHny. Hanbonee pacnpoCTpaHeHHbIMK
(6onee 40% OT BCe MOHOTEHHOW CUMHLPOMASBHOR MaTONOrn)
OoKasanncb HacnedCTBeHHble 3aboneBaHus COeANHUTENbHON

]

Taénuua 3. HacnepctBeHHble 60ne3HM coeqUHUTENbHOW TKaHM,
BbissBNeHHbIe B xnuHukax HU3Q PAMH

Ne Hosonoruyeckasn thopma, YacroTa leHu ero Yucno
HOMEP MO Karanory XpOMOCOMHAsA 6OnbHbIX
Max—Kbtocuka [4] noxKanusauus

1 CuHopom Mapdata, 1:3000- FBN-1, 15g21.1 51
MIM 154700 1:5000

2 Cunppom Onepca—faHnoca  1:5000 Collat, 17921.3-g22 140

(pa3nuyHbie TUMb)
MIM 130.000; 130.050;
225.350; 225360

Col | ¢2, 7q1.3-g22

Col i o, 2931

Col Va1, 9934.23-q34.3

Col V « 2, 2g24.9-931

Coll a1, 17g21.3-g22 15
Col | 02, 791.3-q22

3 HecoBepluenHbiit ocTeoreqes 1 : 1500
(pasnmuHble TNb!)
MIM 166200; 166210;

166220; 259400; 259420

4 Cunapom Ctuknepa Colll o1, 12q13-q14 4
MIM 108300

5 HepuddepeHumposaHHas 128
[MCNNa3NA COBAMHMUTENBHOM
TKaHH
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Ta6nuua 4. Hau6onee YacTble MOHOreHHble CUHAPOMBbI, BbISABMEH-
Hble B KnuHukax HU3Q PAMH

Ne Hosonormueckas chopma Konuwectso  Tun HachepoBaHms
6ONbHbIX
1 Hedpodubpomartos | Twna 8 AyTOCOMHO-ROMUHAHTHBIA
2 Ty6eposHbiit cknepos 9 8yTOCOMHO-ROMUHAHTHBIA
3 CuHopom Hynan 9 ayTOCOMHO-BOMMUHAHTHbIA
4 Cwhgpom KodhduHa—Iloypm 3 X-cLenneHHbIN QOMUHAHTHbIA
5 Cungpom Kodhepura—-Cupuca 2 ayTOCOMHO-PeLieCCHBHb I
6 Cunapom Cotoca 5 ayTOCOMHO-LOMMHEHTHBbIA
7 Cwunapom Xont-Opama 2 ayTOCOMHO-AOMUHAHTHBIA
8 Cwungpom Kaprarenepa 5 ayTOCOMHO-PELIECCHBHbIA
Beero 43

Ta6nuua 5. HacnepctBeHHble 3a60neBaHUA, CBA3aHHble ¢ MUKPO-
CTPYKTYPHbIMN HapYLUEHWSIMU XPOMOCOM, BbiSIBNIEHHbIE B HU3A
PAMH [5]

Ne CuHaopoM XpoMocoMHblil  YacTota Yueno

PErmoH BONBHbBIX
MwukpogpeneLun
1 GUHLPOM Bunbsimca del (7)(q11.23) 1: 20000 6

1. 50000

2 CwHgpom [pagepa—Bunnm del (15)(q12) 1: 20000 2
3 Cwunopom Cmuta-Marenmca  del (17)(q11.2) 1 25000 1
4 Cungpom Anagxusna del (20)(g11.23) 1 :70000 3
MWUKpORYNAMKALMM
5 Cwnopom Paccena—Cunbeepa  dup(7)(p12-p13) 12
6 CuHopom KopHenuu ge JlaHre  dup(3)(q25-g29)  1:12000 5
Beero 29

TKaHu: cuHAapomel Snepca—dannoca n MapdaHa, HecoBepLUeH-
HbIA ocTeOreHes un ap. (Tabn. 3).

B tabn. 4 npeactasneHbl 3a6oneBaHns 13 rpynnel dakoma-
TO30B, 3aHMMalOLLME BTOPOE MECTO MO 4acToTe BCTPe4aemMoCTu.

Ocob60oe BHMMaHue npuenekaeT rpyrnna 60fbHbLIX C CMHAPO-
MaMu, 06YCNOBSIEHHEIMU MUKPOCTPYKTYPHBIMWU HAPYLLEHUAMN
XPOMOCOM, MPOSABAIOLLNMUCH MHOXECTBEHHBIMU BPOXAEH-
HbIM¥M MOPOKaMW pas3BuUTUS WU YMCTBEHHOW OTCTaNoCThbio
(tabn. 5).

Kpome Toro, 3a ykasaHHbIin nepvog Hamwn 66171 BbIABNEHb!
Takue peakue MOHOTrEeHHble BONE3HU, kak nunoamcTpodun be-
papauvHeniv, CMHAPOM fIMHeNHOrO HeByca, MMKHOON30CTOS. Te-
neogu3apHelid OBapdmMaM (reneodmsapHas KapiMKoBOCTb),
gwactpoduyeckas gucnnasus (ouactpodumyeckas Kapsivko-
BOCThb), accoumaymm CHARGE (C — coloboma — kono6oma rna-
3a, H - heart disease — nopoku cepaua, A — atresia choane — ar-
peaunsa xoaH, R - retarded grouth and development — 3agepXxka
PU3NYECKOrO U MCUXOMOTOPHOro passutusi, G ~ genital
hypoplasia — runonnaawsa nonosblx opraHoB, E — ear anom-
alies/deafness — aHoManuu yuUIHbIX PaKOBWH W/WUNWU rnyxoTa),
VACTERL (V — vertebral — pedpektbl Nno3BoHO4HUKA, A — anal
atresia — atpeaus aHyca, C — cardiac — gedekTbl Neperopofok
n apyrvie nopoku cepaua, TE — tracheoesophageal — Tpaxeonu-
wesogHble ceuwM, R — radial and renal — gucnnaswa ny4eBon
KOCTW M MOPOKK no4ek, L — limb — aHoManum kKoHe4HocTen 1
nanbLeB), CUHOPOMbI KaydanbHOW perpeccun un “prune-belly”
(cHQPOM «CNMBOBOIO XMBOTA», BKITIOYAOLWMIA Tpnagy npnaHa-
KOB — HEAOCTATOYHOCTE MbILLIL, MepeaHen GPIOLLHON CTEHKN, 06-
CTPYKLMIO MOYEBLIBOAALLMX NyTER U KPUNTOPXU3M).

Hapsagy ¢ MOHOreHHbIMM 3a6oneBaHvuAMY, NepesaloLmMmcs
COrnacHo MeHOEeneBCKUM 3akoHaM, BbigenseTca rpynna 3abo-
neBaHWi C HETPaAULIMOHHbLIM HacnegoBaHneM. 310 6onesHn re-
HOMHOIO WMMpUHTUHra (cuHapombi Mpagepa—-Bunnu, beksu-
Ta-Bupemana, Paccena-CwuneBepa WM Op.), 9KCNaHCUU TPUHYK-
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neoTuaHbIX NoBTOpoB (cuHApoM MapTtuHa—-EBenn), a Takxe Mu-
TOXoHApWanbHble,

CnepnyeT 0co60 OTMETUTb, 4TO Yy TPeX GONbHBLIX HAMW O6Ha-
pyXeHO codeTaHue ABYX HacNeACTBEeHHbIX 3a60oneBaHun: y oa-
Horo — 6onesnn BunbcoHa (MOHOreHHoe 3aboneBaHue ¢ ayTo-
COMHO-peLeCccuBHLIM TUNOM HacnegosaHus) 1 c6anaHcUpoBaH-
HOM XPOMOCOMHOW MnepecTporikn (cM. Tabn. 2); y BTOPOro —
OBYX MOHOreHHbIX 3atonesaHuini — heHUNKETOHYpUU ¢ ayTo-
COMHO-PEeLIeCCUBHBIM U HECOBEPLUEHHOIO OCTEOreHes3a ¢ ayTo-
COMHO-AOMWHAHTHBIM TUMOM HacnegoBaHus, Habnogaemoro B
pPOOOCIIOBHOM B HETbIPEX MOKONEHUAX; Y TPETLEro — remocmnnm
A (X-cuenneHHasi peLeccuBHas NaTonormMs) 1 MUOTOHUYECKOM
anctpocum PocconuMo—KypwmarnHa-LUtenHepta—batTteHa
(ayTOCOMHO-AOMMHAHTHOE 3abonesaHue, MyTauus de novo).

Pa6oTa no BbIABNEHWO HACNEACTBEHHOW naTonorun B
KPYnHOM neamaTtpu4eckoM craumoHape MpeacTaBnser He
TONbKO NPaKTUYECKNIA, HO W HayYHBIA MHTEPEC, Tak Kak No3Bo-
naeT BbIABMATE HOBbIE HO30NOrM4Yeckmne opMbl N PeHo-reHo-
TUNNHEeCKWe KOppensuMmM Mnpu pasnuuHbIX HACNeACTBEHHbIX
3abonesaHnsx.

MpaBunbHas 1 CBOEBPEMEHHast AuarHoCTUKa HacneacTBeH-
HOW naTonormm umeeT 60NbLIOE MEAUKO-CoLManbHOe 3Ha4eHue,
Tak kak genaet BO3MOXHbIM NPohUnakTU4ECKME MEPONPUSTUS,
HanpaBreHHble Ha npegynpexpaeHne MNOBTOPHOTO POXAEHWS
60nbLHOro peteHka B cembe. MNpodmnakTvka BpoXAeHHOM 1 Ha-
CneacTBEHHOW NaTonorMm OCyLLecTBRsieTCa C NOMOLWBIO Meaun-
KO-F@HETMYECKOro KOHCYNLTUPOBaHUA GOMbHBIX WU YNEHOB ce-

Mel, OTArOLWeHHbIX HacneACTBeHHbIMU BOone3HsMu, B coqeTa-
HWM C NMPMMEHeHNeM KOMMNekca MeTodoB npeHatansHon amar-
HOCTUKU. Mo AaHHbIM NuTepatypsl [6], TpUMeHeHne aToro KoMmn-
nekca No3eonseT npegoTepallartb poxaeHve pebeHka ¢ BpOX-
JeHHbIMW NOpoKamMu pasBuTUs B 65-70%, a C XpOMOCOMHbIMU
boneansimm — B 80—85% cnyvaes.
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