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CHHIPOM CMHTA-JIEMJ/IHU-OITUTLA ¥ HOBOPO)XIEHHBIX

Cunapom Cwmura-Jlemnn-Onutua Bnepsmie omucan B 1964 r. [2].
IMonyasunonHas yactota storo cHuApoma B Kanage, no JaHHBIM JH-
tepatypnl [11], cocraBuna 1 caysat ma 20000 poxzaenméi. B permcrpe
BPOJKJAEGHHBIX MOPOKOB DA3BHTHA NPH pecnyOJHKaHCKOA MeIHKO-TeHeTHYe-
CKON KOHCYJbTALHH HaMH BHISIBJIEHAa MNONYJSUHOHHAs YacTOTa 3TOTO CHH-
apoma B r. EpeBane, xortopas cocrasuia 0,03 xa 1000 pdmneunﬂ. Yacrera
JTOr0 CHHApPOMa cpeau Jered, ymepmux po 1 roma, cocraBusna 1 cayuait
Ha 983. [IpuunHaMu cMepTH npH cHHApoMme CmuTa-JleMan-OnuTUA ABAAIOTCS
HH(EKUHH, TOPOKH Cepilla H NoYex,

[lo sutepatypHbiM naHHbiM [2], zxetd c cuHapomom Cwmuta-Jlemau-
Onutua poxaaiorcs y MoJOAbX poaurtenedt. Ilo Halwum HaHHEIM, CPeLHHI
Bo3pact Martepeii coctaBua 23,6 ner, oTuoB—29,7 ser. Mosono# Bo3pacT
poiuTesNeli yKasbBaeT HAa BaXKHOCTh Me€IHKO-TEHETHYECKOTO KOHCYJLTHPO-
BaHHA B 3THX CEeMbAX C TOYKH 3PEHHS DEryJsiUH pOXA4eMOCTH H MpOBe-
1eHHA NpeHartaJbHOA AHarHocTHKH. IIpeamonaraercs ayTOCOMHO-pELECCHB-
HHIH THN HacJaelOBaHHsA NpH 3TOM cHHApoMe [1—3], 4To moATBEpXKIaeTcs
H HAUIHMH HCCJIEJOBaHHS MH.

H3 5 cemeil, B KOTOPHIX HaMH BHsBJEHO 6 nereli ¢ cuaapomom CMmETa-
Jleman-OnnTia, B OJHOM cJydYae BHISIBJEH DOACTBEHHBIA Gpak H ABoe Je-
refi ¢ 3TumM cuaapoMoM. OfHa ceMbs OTKasajach OT JajbHEHALIEro AETOpPO-
Kaenus. B yeThipex OCTaJbHHIX CeMbSAX NpPOBeJeHa NpeHaTaJbHas JAHarHo-
CTHKa nyTeM 3xorpadue B AHHaMHKe. B OJHOM ciydae BHISBJIEHA MHKpO-
negasus niaona,  6epeMeHHOCTb nmpepBaHa. IlaToJOro-aHaTOMHYECKOE HC-
nIeloBaHHe MOATBEPAHJIO AHarHo3 cuHapoma Cwmura-Jleman-Onutua. B oc-
TaJbHBIX ceMbsix 6epeMeHHOCTb 3aBepIUHJACh POXKAEHHEM 3J0POBHIX IETeH.

[TponosxkaTeNbHOCT GEepeMeHHOCTH OOHIYHO HOpMaJdbHas (HeaoHaLIH-
BaHHe oTMeuyaercss B 18% cayuaeB), cpeaHsss macca geTedl IpH POXKACHHH
26274513 r [2]. B wammx HaGMIOJeHHAX HeJOHAIUHBAHHE OTMEYaaoch 8
onHoM cayyae—16,7%. Cpennas macca jereif mMpH pOXIEHHH COCTaBWJa
2675 e. .

OcHoBHBle BHellWHe NpH3HaKH cuHApoMa Cwmura-Jlemnn-Onurna mpea-
TaBJIeHbl HaMH B Ta6nule Ha ocHOBe o630pa Jurepatypu [1, 2, 4—9, 11]
# co6cTBeHHBIX NaHHBIX. Kak BHAHO M3 TaGJHIbl, OCHOBHHIMH KJIHHHYECKH-
MH NpPOSIBJIEHHAMH CHHApPOMa ObIH MiXpouedaus, CHHIAKTHJIHS H THIO-
snajus, KOTOpble HapsAy C Pe3KHM OT ~BaHHeM B (PU3HYECKOM H NMCHXHUYC:
*KOM DasSBHTHH CJyXaT KPaeyroJbHH' KaMHeM IJs JHAaTHOCTHKH 3TOTO
CHHApOMa. .
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CcrosEme npH3naKkn cHuzpoMa Cuwra - Jlesman —Onura

Beero
Jannue Cob-
[Topaxennas cHcTema auTepa- CTBeHHBIE ¢
M RaHMEHOBaHME NOPOKa Typil aennwme | a6c. W %
MO3roBO¥ YEPEI M JULO
Muxpone aans 75/89 5/6 80/95 34,2
Nroa 60/88 1/6 61/94 64,9
SnuKanr . 45/89 5/6 50/95 52,6
Kocoraasse 35/83 2/6 40/89 44,9
AHTHMOHI, paspes rias, ut. 35/54 5/6 40/60 66,7
Illnpokas cnuHKa HOCa 59/92 4/6 63/98 64,3
BuiBepryThIe HO3NPH . 72,92 5/6 77/98 78,6
Mukporenus 74192 6/6 80/98 81,6
Pacmeanna ne6a - 35/90 26 37/96 38,5
i - .

Lu:g:x:;;:::eompnuﬂ gy 62/90 2/6 64/96 66,7
Huako pacnonomennse nedopuu;o-

aanmfe ymHLNE PAKOBHHbI : 67/92 4/6 71/98 72.5

KOCTHO-MBILIEUHAS CUCTEMA
Canpgaktrans [I—I1II n. ga cronax 69/32 6/6 75/98 76,5
ITocrakcraabHas DONMAAKTHAMA 17/92 3/6 20/98 20,4
YernpexnansieBas CKA8AKA 41/82 3/8 44/88 50,0
[1QJIOBBIE OPT'AHBI

I'unocnanns 43/63 5.6 48/68 70,6
Kpunropxnss 42/62 4/5° 46/67 68,7
F'HuonaasHs moJAOBOrO 4se a 19/48 1/5 20/53 37,7

ITopokn BHYTpEHHHX OPraHOB BCTpedaioTCs npu cuuapome Cmura-Jlem-
au-OnuTUa A0BOJBHO YaCTO, ONMpejeNsis BUTAAbHLIA nporyos. Ilpu Haanuay
TaKHX NMOPOKOB GOJNBLIMHCTBO Aetefl MOrWGaeT Ha NEpBoM roiy JXKH3HH. B
cllydae OTCYTCTBHsI NMOPOKOB BHYTPEHHHX OPraHOB BHTAJIBHEIA NPOr€os 6.a
ronpHsTHEA, Y3 6 o6GcaenoBannbx Hamu aeteit ymepao 4, ITo nasuBIM J#-
TepaTyps, H3 25 NaTOJOro-aHaATOMHYECKHX HCCJE0BAHHYN FHTIONIA3HA MO3-
ra ormeyeHay 16 HOBODOXAEHHBIX, N0 HAIUWM AaHHHM—Y 3 H3 4 HOBOPO-
¥aeHHEX. ITOpOKH MO3XeuKa OTMeYaloTcs peke (npekae BCEro FHNOMIA-
3HA €ro c areHesHed uepBssi), HO NHATHOCTHYECKOE 3HAYeHHE HX BEJHKO,
TIOCKOJIBKY NpPH ADYrHX ayTOCOMHO-DELECCHBHKX CHHAPOMax (KpOMe CHH-

- ApoMa aHccsHuedbannu Jl¥Kepa) STH NMaTONOT/H MO3KEYKa ONMHCHIBAIOTCHA
KaK HCKIIOYeHHe. B 1Byx clydasx HaMu Taxyke BHISBJACHA THIOMIA3HS MO3-
2euKka c areHesHed uepBsi. B oxgmo# uetBepTH cayuaes o6HapykmBaercs
anNasusi MOSOJNHCTOro TeJia MJH €ro 3ajHed cnafixu [3], Xoropas HaMu
BEISBJIEHA B OXHOM crydae, Yacrora MOPOKOB cepAlla npH cuHApoMe Cwmu-



ra-Jleman-Onutua nocruraer 60%. Ilpeo6aazaer mopaxkenne KPYMHEIX co
CYJMOB: Cy/eHHe yCThs aOpTHl, CTEHO3 Jerogroro crsoaa [2]. Hs 4 ymepd
WHX JeTeH Mopox cepana HaMH BusABaeH y 3. HauGosee xapakrepHbiff no-
POK KeJTyJ0YHO-KHUIEYHOrO TPaKTa—MHJOPOCTEHO3 OTMCYEH MNpPHMEpHO Y
15% Goabubix [3]. Hamu nuiopoctenos BBISBJIEH JHIUb—B OLHOM CIy4ae.
Y 90% nere# ¢ cunapomom Cmura-JIemau-OnuTia HMEIOTCS PBOTA H Peryp-
THTalHA, KOTOpble SBJASIOTCH CJEACTBHEM HE BPOXKAEHHLIX MOPOKOB Keay-
JAOYHO-KHUIEYHOTO TPAaKTa, a HAapyUIeHHeM pa3BHTHSA IEHTPaJbHON HEpBHOM
cucrembl [3]. AHOMATHH NOYEK M MOYETOYHHKOB, areHe3Hsi MoYeK, MOJHKH-
CTO03, THAPOHe(PO3, yABOEHHE JOXAaHOK, aHOMAJHH MOYETOUHHKOB INPH CHH-
aApome Cmura-Jlewan-Onurua Berpevajores y 5 n3 8 Hnabawonenuir [2, 4,
5]. Hamn anomannn nmoyek W MOYETOYHHKOB BHISIBJIEHBl Y ABYX H3 YeThIpex
yvMepurgx aeref.

TakaM 06pa3oM, noJApo6Hoe KIHHHKO-MOP(OJOrHYECKoe H reHeaJory-
YecKoe HCCJIeLOBAHHE IIOMOTaeT B KaXKIOM KOHKDETHOM CJydae MpPaBHIbHO
flocTaBuTh JAMarHo3 cuuiapoma Cmura-Jleman-Onurua, NPOBECTH COOTBETCT-
ByloOllee MeJHKOTEHETHYECKOe KOHCY/bTHPOBAHHE H NpPEHAaTaJbHYK AHAT-
HOCTHKY.

Epesanckufi HULL no oxparne matepn M pelenka IMocrynuna 16/IX 1993 r,

. ®. Qovwpyub, 2. % Qwfbjmb, U. U. Uhrqojmb
UUhS-1bULh-0abhS8h JUUTRSTULPT

2upniimpbpfué £ Udpum-Lbdip-Ompingh Swdwfpomwifiph 4wl folo-
Uncfynihip bplwbinuls )

Ubplwugfuwd b wmwpphp whmwhpbbpl  Swlwpulwinfmdbp  win
Swdwpmwifnp dwdwiwl gpulwhnfeds b widbwlwl §humwgnondpn-
Lhph Spdwlh fpuw: Snigugpdud b wgguliml hwopwlign fyudp Jf phurwbfi-
el qbhbuynghulwl dhpndmfnd b wig Swidwpinwhfioh wyphiwmng wp-
wnnpnydwl ffr nphuyps

N. P. Zurabian, H. G. Zakejan, A. S. Mirzojan
Smith-Lemli-Opitz Syndrome

It is discovered Smith-Lemli-Opitz syndroms fruquency In Yerevan.

Frequency of different symptoms at that syndrome in personal and
literature obsernation is efound out.

It Is shown a genealogical analysis of blood-related and a case of
prenatal diagnosis of that syndrome.
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XOPUOHHUYECKHMA TOHAZOTPOIIMH W TVIAIIEHTAPHBIF JIAKTOTEH KAK
MAPKEPbl T'OPMOHAJIbHOTO CTATYCA ITPWU BEPEMEHHOCTH

Du3noJOrHyecKoe TeyeHHe GEepeMeHHOCTH M HOpPMaJbHOE pasBHTHE
nioga obecneyHBaloTCsl ONpeneJeHHBIMH FOPMOHAJbHBIMA [EPEeCTPoAKaMu B
JeHcKoM opranuame. ITpomecch OBYJISIUHH, WMIIAHTAUHH OMNJIOZOTBOPCH-
HOM AWUEKNETKH W PaHHHA NePHOJA 5MOPHOHAJBHOTO PA3BHTHA OCYILECT-
BJIFIOTCS NMPH HEOOXOIHMOM COOTHOUICHHH B OPraHu3Me JKCHIIHHLI 3CTPOre
HOB, TIporecTepoHa, aHAPOreHOB, KOPTHKOCTEPOHJIOB H TFHHO(H3APHHIX TOp-
MOHOB. TeueHne GepeMEHHOCTH M Pa3BHTHE TJIOAA CONPSMKEHHE ¢ KOMILIEK-
COM TOPMOHaJIbHHIX H3MEHEHHH, KOTOpHE pa3BHBaioTcsd B (hopMHpYlouehcs
BO BpeMsi GepeMEHHOCTH CHCTEME MaTh—IlJalleHTa—IIoA, TAe TialleHTa
obsazaer HEKOTOPOH ABTOHOMHOCTBIO H OTHOCHTEILHON HE3aBHCHMOCTBIO
OT 3HJOKDHHHOTO CTaTyca MaTepy. PasBuTHe GEpeMEHHOCTH HAXOAMTCH MOJ
KOHTpOZIEM (DeTONMMAaLEeHTaPHOTO KOMIJIEKCa, BEIAENSIOWIEr0 GHOJODHYECKH
aKTHBHHE H ropmoHaibubie BemiectBa. Popmupyiomascs Bo Bpemsi Gepe-
MEHHOCTH NJIALEHTa MPOAyUHpYyeT 60JbINOE KOJAHYECTBO FOPMOHOB Pas3fiHy-
HOH XHMHYECKOH NMpPHPOJHL. :

Bes nesTenbHOCTh OpraHH3Ma JKEHIIHHB! BO BpeMs GepeMEeHHOCTH, Ha-
UYHHAasg C MOMEHTd NMPEAHMIJIAHTAUHOHHOA O6JACTOUMCTHI H HMIJIATAlUH Ol
JIONOTBOPEHHON AALEKNETKH B MAaTKe, HampaB/jeHa Ha obecneyeHHe HOP-
MaJBbHOrO PasBHTHA TJ0ia. Perysiflus recrainoHHOro npouecca BKJKO9a-
€T, BOTIEPBBLIX, PEryJsiuiio 06MEHHBIX NPOLECCOB BO BPeMsi GEpPEeMEHHOCTH,
BO-BTOPHLIX, PEryJsLHIO aHTEHATA/NLHOrO Pa3BHTHA MJIOXA H, B-TPETbHX, pe:
TYJAAUHIO crielH(HICCKHX H3MEHEHHI B OpraHax penpoayKUHi.

Beneacteue GpopMipoBaHHsA SHIOKPHHHHIX JKeses IJIONa B MEpHOA Ge-
PEMEHHOCTH YCTaHABJHBACTCSH CVIOXKHEA O6MEH TODMOHOB MEXKIY OpraHHu3-
MOM MaTepH H mjona. Bce 570 NpPHBOIHT K 3HAUHTENLHOW TOPMOHAJBLHOM
nepecTpoiiKe OpraHM3Ma JKEHUIHHB. YDOBEHb FODMOHOB W JHAMasOH HX
KoNeGaHHA B KPOBH B OTJACJBbHHE CPOKH (H3HOJIOTHUECKO! GepeMeHHOCTH
HMEET Ba)KHOe TEOpDeTHYECKOe H NpaKTHYEeCKOe 3HayeHHe. TeopeTHyecKad
SHAYHMOCTh STHX HCCJEJOBAaHHA 32KJIIOYAETCS B YTOYHEHHH JHHAMHKH CO-



