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Kntouessie car08a: Hac/eICTBeHHAS ATOJIOTHS, AeOpMaLIs TPYAHON KieT-
KH M NO3BOHOYHHMKA, Y/NbTPa3BYKOBOE M 3JIEKTPOKap-

nuorpaduyeckoe HCcjaef0BaHHe cepAlla, OPraHoOB
OpPIOIIHOH MOJOCTH

SIpKMMH TpeICTaBHTE/ISIMU Hac/le[ICTBEHHBIX KOJIJIareHONaTHH ABJSIOT-
cs GosesHb Mapgana-Amapa, cunapom iepca-Jlanioca, HecoOBepLIEHHEIH
ocTeoreHes, ceMeiHasi THINepMOGHIBHOCTL CYCTaBOB, NepHofHyecKas 6o-
nesub (I1B). .

Bonesns Mapgana-Amapa (OMIM Ne154700) siBnsietcst HacuencT-
BEHHEIM 3260/IeBaHHEM COEJIHHHTENIHOH TKaHH C ayTOCOMHO-IOMHHAHTHEIM
THIIOM HacJsiefioBaHHs. B ocHOBe 3a6osieBaHUsA JIEXKHT HapylleHHe CHHTe3a
OJIHOTO M3 OCHOBHBIX 6eJIKOB COeJMHHTENbHOH TKaHH — (PUOPHIIHHA, UTO
TIPHBOJMT K HapyLIeHHOMY CTPOEHHIO C.-LielTH KoJulareHa | THIa ¥ s/acTHHa,
BXOAALIMX B CTPYKTYPY KJamaHOB Cepila, MHOKapAa, CTEHOK COCY/OB,
OpraHa 3peHHs H ONOPHO-JBHraTeJbHOro ammaparta. [eH GuUOpHIIHHA
1(F.B.N1) pacnosaraercsi Ha AJHHHOM IUieye XpomocoMsl 15 B Jokyce
15q21. B HacTosilee BpeMs B Pas/IHYHBIX CeMbsX HACHTHOHLUMUPOBaHO Gosee
550 myraumii rena F.B.NI. B yactu cayuaes Gosesnb Mapdana-Awapa
cBsi3aHa ¢ MyTauuaMu B reHax F.B.N2, F.B.N3, u oHa mMoxeT npoTekaTs B
BH/le IBHO BBIDQ)XXE€HHOH M CTepTOH (DOPMbI C NMPOABJIEHHAMH MOPaXKEHHS
pasiMYHBIX OpraHos M cucreM [3,4,9-12]:

* [TopaxeHHe cepAieYHO-COCYAMCTOM CHCTEMBI: aHEBPH3Ma U / MM pac-

CJIOGHHE CTEHOK a0pThl, NpoJaGHpOBaHHe KJaNaHOB, BPOXAEHHEIE
nopoku cepaua (BIIC), HapymeHue puTMa H MPOBOXHMOCTH.
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* AHOMaqHH cKelleTa: Ae)opMallMy IPYIHOH KIETKH U O3BOHOYHHKA,
apaxHOAAKTHJ/IHS, MJOCKOCTONMHe, “caHjajeBHAHas wWeab”, “roTH-
yeckoe He6o”, HapylleHHe NMpHKyca W JAEHTHHOreHesa, JOJHXOLe-
danns.

ITaTonorus opraHoB 3peHHs: c1abocTh CBA304YHOrO anmnapaTa Xpycra-
JIMKa — BBIBHX XpyCTaJHKa, MHOIMS, OTCJOHKA CeTYaTKH, reTepo-
XPOMHMS, KOJOMOH pallyXXeK MerajJoKopHes, KaTapakTa, OTKPhITO-
yroJabHasi riaykKoma.

[TaTosorusi opraHoB ABIXaHHSA: 3M(H3eMa JIeTKHX, anMKajlbHble 6yJl-
Jibl, CTOHTAaHHBIA NMHEBMOTOPAKC, BPOXJEHHble MOPOKH Pa3BUTHS
JIETKHX.

* VsMeHeHHs KOXH M ee NPHIATKOB: aTpoduyeckue cTpuu (mieuw,
cnuHa, Gepa), HEJOCTATOYHOE PasBHTHE MOAKOXHOHN KJIeTYaTKH,
rPBUKH Pa3/IMYHON JIOKaJH3aLHH.

* [TopakeHHe HepBHOH CHCTEMBI: SKTa3sHs TBepAOH MO3roBoO¥ 060J04-
KM, JMBEPTHKYJIB TMayTHHHOH 060JI0YKH CIHHHOro Mosra (mom6o-
cakpasbHasi '06/1acTh, JIOMO0-CaKpanbHoe MeHHHrouese).

Cunnpom dnepca-Haninoca (C3JI) orauuaeTcss G0JBLIHM TeHeTH-
YeCKHM H KJIHHHYECKHM pasHoo6pa3HeM U UMeeT pas3Hhie THIIb HacJIeJ0BaHHs
(ayTocoMHO-IOMHHAHTHEIH, ayTOCOMHO-PELleCCHBHEIN, X-CLEMJIeHHbIH).

B nactosimee BpeMsi BhimensioT 11 TunmoB C3JI, MX KIHHHUYECKHE
TNpOSIBJIEHHS] YaCTHYHO NMepeKphIBalOTCA. DTOT CHHAPOM XapaKTepH3yeTcs
reHepaji30BaHHON pPa3boJTaHHOCTBIO BCEX CYCTAaBOB, XPYMKOCTBIO KOXHBIX
TMIOKPOBOB C NpOSIBJEHHSAMH eMOpPpParnyecKkoro auaTes3a, KpOBOTEYEHHH M3
Hoca, JieceH, XKeJy04YHO-KHIIeYHOro TpaKTa, FeMaTypHel, KpOBOXapKaHbeM,
MaTOYHbIM KPOBOTEUEHHEM, NaTOJIOrHER 3y60B, nopaxkenueM ckeeta (cko-
JIH03, KH(OCKOJNHO3, KHJIeBHAHAS HJH BOPOHKOOOpasHas AedopMalus rpya-
HOH KJIETKH, IJIOCKOCTOIHE, BHIafleHHe NPSIMOM KHIIKKH ¥ MaTKH). CaMbIMu
pacnpoctpaHeHHbIMH THnamu C3JI seasiotes I, II u III THmm, a cambiMu
TSKeJbIMH — | THIN, npoTeKalolMH cO CKeJeTHRIMH AedopMauKsMu, BapH-
KOSHHIM pacIIHpeHHeM BeH H NOpOKaMH cepAla. ¥ CTaHOBJIEHO, YTo npH I 1
Il Tunax C]I cuMnTOMaTHKY 3260JIeBaHUS XapaKTePH3YIOT MYTAlHH reHOB
koJurareHa tuna V (COLS5A).

I'en COL5AI noxamusoBan Ha 9q34.2q34.3, ren COL5A2 — ua xpo-
Mocome 5. PenieccuBHble BapuanThl C ]I 06ycioBIeHEl AedeKTaMu (epMeH-
TOB, y4acCTBYIOLIHX B GHOCHHTe3e KoJulareHa THma I, KaK W IpH THIEepMo-
6uabHOCTH cyctaBoB (TMC). ITo HaHHLIM JHTEpaTyphl, CO CTOPOHHI Cep/iey-
HO-cOCyHCTOH cHcTeMbl npu C3]] yauie BCTpeyanTcs NposabHpoBaHHE
MHTPA/IbHOTO M TPHKYCNIHAAJIbHOrO KJanaHOB, NOMOJHHTENbHLIE XOPAH H
TpabeKyJIbl B IIOJIOCTSX XXeJNyA04YKOB, pacliipeHHe KOPHSA a0pThl, aHEBpH3Ma
cuHyca BasibcanbBhl, ABYCTBOpPYATHIH 20pTaJbHBIA KjalaH; peXXe BHISB-
JISIIOTCS CTEHO3 YCThSl JIEFOYHOH apTepHH, Ae(eKThl MeXIpencepaeyHoH H
MeXOKeJyIoYKOBOH neperopofok [7].
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HesasepuienHsiii octeoreres (HO) — iBseTCS TUMUYHLIM NPE/ICTaBH-
TesieM HacJaeACTBeHHBIX KoJuareHonaTui. Pasnuyaior 4 Tuna HO, xapakre-
pUSYIOLMXCS PAIOM (PeHOTHNHYECKHX NPOSBICHHA H THIIOM HaCJ/Ie[OBaHHS.
Hau6onee yacThiM H jocToBepHuM npusHakom HO sBnsieTcs matosiors-
yecKasi JIOMKOCTb JUIMHHBIX TPyOYaThIX KoCTeH, pe6ep H KJIOYHL, INpHYEM
KaK BHYTPHYTPOGHO, B POax, TaK M IOC/Ie POXKAEHHS B [€TCaJIOBCKOM H
LIKOJBHOM Bo3pacTe. Y STHX NMalHEHTOB HapyllaeTcsi KaK SHAOCTa/bHOE,
TaK ¥ NMepHoCTaJbHOe KocTeo6pasoaHue. ABTOPEI pas/MyalOT MpH THMax
HO noaThnsl A ¥ B B 3aBHCHMOCTH OT NPHCYTCTBUA MJIM OTCYTCTBHS Hapy-
[IeHHsl JeHTHHOreHesa.

Camum TsKesbiM BapuanToM HO sBasietest II Tum, mpu KoTopoM
JeTaJbHBIA HCXO[ MOXeT HacTYNHTb KaK BHYTPHYTPOOHO, TaK M B HeOHa-
TaJbHOM NEepHOJe TpPH COYeTaHHH AedopMalMi KOCTeH ¢ HalHuueM MeM6-
paHO3HOro uepena ¥ BHYTPHYEpENHBIX KPOBOM3IHAHKH. Haubonee yacThiit
reHeTHYeCKHH BapHaHT NaTOJIOTHH — STO NMOATHN A, Hac/efyeMblif ayTOCOMHO-
JIOMHHaHTHO, ¥ MOATHN B, Hac/ienyemblli ayTOCOMHO-pELIECCHBHO.

BropuiM no yactote npusHakoM HO gBisercs rony6usHa ckiep, B
pesyJbTaTe X HCTOILIEHHs [0 1/3 HOpMaJbHBIX Pa3MepoB, UTO 06bACHSAETCS
HapyLIeHHeM KoJllareHoo6pasoBaHHMs: roJlyOusHa ckiep oObsCHAETCs TakkKe
npocBeYHBaHHEM JIOKaNLHBIX cocyfoB. [TaTosoruei ABAseTCS TakKe TYroy-
xocThb (OAPOCTKOBHIA BO3PACT), YTO OGBACHAETCS MPOrpeccHpyIOIHM 0TO-
CKJIEpO30M, H MHOXXecTBeHHble JedopMalliH CKelleTa, HH3KOMOCaXKeHHas
roJioBa C TPeYroJIbHLIM JIMLOM, LUKPOKUM JIGOM C BEICTYNAIOIIMMH BHCKaMH,
Hamuuue rpoikH, TMC, HCTOHUEHHE KOXH.

Tun III — oranyaercs or GpopMbl THNA | HaMMuKHeM HOPMaIbHOH OKpac-
KM CKJep Ha (oHe BEIpa)XKeHHOro HecOBEpIIEHHOro IeHTHHOreHe3a; XapakK-
Tep HaclJelOBaHHs ayTOCOMHO-PEeLeCCHBHEIN.

Tun IV — npu stoit dopme HO ckileper MMeloT Takke HOpMalbHYIO
OKpacKy, IepeJIoMH H AedopMalHy KOCTeH NpOosBJISIOTCS Ha (QOHe Haluuus
(montun A) MaM OTCYTCTBHS HapylleHHs AeHTHHoreHesa (moatun B); xa-
pakTep HacJe[0BaHHS ayTOCOMHO-IOMHHAHTHEIH H ayTOCOMHO-PELIeCCHBHEIN
(2,7].

Cunppom T'MC cemefiHoro xapakTepa (CHHOHHM — CHHAPOM ceMeRHO
HEeCTaGHIbHOCTH CYCTaBOB), XapakTepHsyeTcsi reHepanusoBanHo# I'MC,
BBIBHXaMH, B TOM YHCJe HaJKOJeHHHKA, BPOXAEHHbHIMH BEIBHXaMH
GellpeHHOro cycTaBa, IOBTOPHBIMH NepesioMaMH KocTeH. B Koxxe 60JbHBIX
¢ T'MC o6HapyXHBalOT HeoOGBIYHO BHICOKOE COAepXKaHHe KosuareHa III
THIIA [IPH HapylIeHHOM COOTHOIeHHKH ¢ | THroM. BrsiBIeHO, YTo NepBHYHOE
FeHeTHYeCKoe OTKJIOHEHHe JIEXHT B OJHOM MJIH HEeCKOJbKHX FeHax KoJuia-
reHa.

Yeranosiena BsauMocBssh TMC ¢ Ha/lHuHeM MaJlbiX aHOMaJIHH pasBH-
s cepaua (MAPC) — mpoJanc pasiMyHBIX KJamaHOB Cepla, JeroyHom
apTepHH, aOpTHI, AOTIONHHTENLHOM XOPALl H TPabeKyJ, BpOXKAEHHbIE IOPOKH



Mennumnckas Hayka Apmenun HAH PA Ne3 2010 67

cepaua. JlokasaHo, yto Ha ¢oHe 'MC uyacToTa perucTpalud mpoJanca
MuTpasbHoro kinanaxa (ITMK) noxoaut no 80 — 90% ¥ Hao60poT: BHABJIEH
reH ayrocoMHo-gomuHaHTHoro IIMK, nokanusoBaHHBIA Ha XxpomocoMe 16p
11.2-12.1. B natorenese cemeiino# 'MC u nepsuynoro [IMK ycraHoBieHa
onpejie/ieHHasi PoJib HapyLIeHHs COJIepXXaHUs B OpraHu3Me MHKPO3JIeMEeHTOB
— 6uomeTannoB (B yc0BHSX HEJOCTATKA MarHus B opraHuaMe Gu6po6aacThl
BbIPa6aTHIBAIOT HETIOJHOLEHHbIH KOJJIareH B CTBOPKaX KJaNaHoB Cepaua).
ITo nanHbIM HekoTophix aBTopoB (M.OHnppawwk), B muarHocTHke TMC on
coyeraetcsi ¢ B35 — anTureHom rucrocosmectumocTd. Kputepun 'MC no
BefiTory caenylouye:

* [TaccuBHOe cru6aHue NACTHO-(aNaHrOBOrO CycTaBa 5-ro majblia B

o6e CTOPOHHL.

* [TaccuBHOe crubanHue 1-ro majbla B CTOPOHY NpeANeybsi NpPH

cru6aHHH B JIy4esansicTHOM CyCTaBe.

» [Tepepasru6anue JoKTeBoro cycraBa cahime 10°.

» [Tepepasru6anue KoJeHHoro cycraBa ceime 10°.

* HakusioH Briepen npy UKCHPOBaHHBIX KOJIEHHBIX CyCTaBaX, IPH 3TOM

JIaIOHH IOCTHTalOT MOJa.

Bonesup Jlayna — xpomocomsl 21 Tpucomus cuuppom (IdayH-cuHp-
poM+21) onucan Bpayom JxoHoM JIsurmoHom Jlaysom B 1986r. B ABrumu.
B 1959r. 6b10 ycTaHOBJEHO, YTO 3Ta 6GoJiesHb 06GycCJIOBJeHa HalHYHEM
HOTIOJHUTENbHON 21-# XpOMOCOMBI H €ro OTHOCAT K HauboJiee YacTo BCTpe-
YalOLHMCS ayTOCOMHBIM TPHCOMHSIM Hapsily C CHHApPOMamMH SpiBapca + 18
(1960) u IMatay + 13 (1960), BcTpeyaeTcs ¢ OAWHAKOBOH YAaCTOTOH KakK y
NalHeHTOB XXEHCKOro, Tak M My»XcKoro mosa. JlokasaHo, YTO NPHUMHON
HepacXoXJeHHsI XpoMocoM B 21-# mape yacTo SBJSieTCS HapyLieHHe oore-
Hesa ¥ Juwb B 20 — 25% caydyaeB OH CBSi3aH C aHOMAJbHHIM Crep-
maToreHe3oM. [Ipu6aHSHTeNbHBIH PHCK POXAeHHS pe6eHKa y MaTepH B
Bospacte 30 — 35 neT cooTBeTcTBeHHO paBeH 1:1000, 1:360, a B BozpacTe
40 — 45 ner — 1:100, 1:50. B HacTosIIEe BpeMs JOKa3aHO, YTO BHIPaXKeHHAs
SKCTpeccHsi TeHa aMHJOHAHoro npepmectsedHuka (PzeAA), pacmouo-
XKEeHHOro Ha JUIMHHOM Iuledye 21-H XpOMOCOMEI, MOXET IIPHBOAMTE K OTJIO-
XKEHHIO aMHJIoMfla y GosbHEIX ¢ cuHApoMoM JlayHa. KnuHnyeckue mposiB-
JIeHHs] NaTOJIOTHH CJIeflyloll{e: MHKpouedanusi, TPH POJHHYKA, MJOCKHH
3aTBUIOK, M3OBITOYHOE KOJHYECTBO KOXH Ha 3afiHel TNOBEPXHOCTH LIEH,
HHSKO MOCa)XeHHBle YIIH C JONOJHHTEJbHBIMH CKJaJKaMH Ha BepXHEM
3aBHUTKe, 60JIblIHe [IeKH, IJIOCKOe MepeHoche, BhTaJaloIHi A3bIK, PaCKOChHe
Iiasa, MATHHCTas pafgyxHas o6osouka (msTHa Bpamdunsaa), xiuHoxaK-
THJIHS MM3HHIA, CaHJaJeBH/HaA 1eJb Ha CTOIe, THIOTOHHS MBIIIL, MAaJbH
pOCT, BPOX/IEHHEIe MOpoKH cepua [8].

ITepuoduueckas 60ne3Hb — ee OTHOCAT K Hac/Je[CTBEHHLIM JIHXOpa-
JIOYHBIM COCTOSIHHSIM — CceMeliHas cpefu3eMHoMopckas Jjuxopoaka (FMF),
upnanackas nuxopanka (Familial Hibernian Fever — FHF) u cuugpoM
rUnepuMMyHorao6yauHeMun D.
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Cunrtaertcsi, uro I1B nmepejaeTcsi Mo ayTOCOMHO-PELIECCHBHOMY THMY,
yeM M 06YCJIOBJIEHO TO OGCTOSTEJLCTBO, YTO PaCNpOCTPaHEHHOCTD NaToJIo-
'HUECKOro reHa B MOMYJISILMHM FOpasio BhILe, YeM Yucio Go/bHbX. OfHako
HeKoTOphle aBTOPhI CUMTAIOT, YTO 3aGo/ieBaHHe NepellaeTCs Mo ayTOCOMHO-
JOMHHAHTHOMY THIy, €CIH B CeMbe OKasblBaloTCs GOJBHEIMH 4YETBEPO H
6onee noromMkoB. l'ed MEFV, oTBeTcTBeHHbIH 32 passuTHe 1B, pacrnonoxen
Ha KOpOTKOM muleue .16-/i XpOMOCOMEL: OH 661 WAEHTH(ULUHMPOBAH ABYMS
xoncopunymamu: ¢panuysckim (Frensh FMF Consortium) u mexnyna-
pomusiv (International FMF Consortium).

Ha coBpemeHHOM sTane onucaHo cBhime 30 MyTauMi ¥ MOJHMOP-
¢usmoB rena MEFV, oTBeTCTBEHHOro 3a pasBHTHe NaHHOH MAaTOJOrHH.
O61MM Il TPEX HaCJe[CTBEHHBIX PeKYPPEHTHBIX JMXOPafoyHbIX 3a6oJe-
BaHMH siBAsieTcsl STHOTponHocTh: 1B B npeobaanaioueM 60bLIMHCTBE ClIy-
yaeB NopaXkaeT apMsiH, eBpeeB, apa6os, Typox; FHF — uacro BuisBaseTcs
y upnauaues, a HIDS — sapeructpuposan B EBpone y rosnasiues # ¢pax-
nysos. Pasmuuaior maryro ¢opmy I1B (nuarHoCTHpYeTCSl Y TeTeposHroT
MY>XCKOro NoJia — pe/ikHe MPHUCTYILl, 6e3 JaJbHeH1Iero pasBuTHs aMHIIOH-
[1032) U MaHupecmnyro Gopmy — NPOSBISETCH y FOMOSHIOT 06OHX MOJIOB
(yacThle BeIpaXKeHHble MPHCTYMNH C TeHAEHLHeHd MNOopaKeHHS Moyek
aMuJI0MA030M). Pasnuuaior a600MUHANLHYIO, MOPAKANLHYH K CMELLAHRYO
kauHuyeckue ¢opmul IIB ¢ oclOXXHEHHSIMA — aMHJIOH[03 TOYEK, Xpo-
HUYecKas oyeyHasi HelOCTaTOYHOCTh, CraeyHas 60/1e3Hb, FaCTPUTH, AyOfie-
HHTHI, JHCIIAHKPEaTH3M XKeJy0YHO-KHIIEYHOr0 TPaKTa, 3aTsKHOH JeCTpyK-
THBHBIA apTPUT, SHAOKPHHONATHSA, OTCTaBaHHEe B (DH3HYECKOM H MOJOBOM
PasBHTHH, CepHeYHO-COCyAHCThe HaMeHeHHs [1].

Myxonoaucaxapudossr (MIIC) oTHocsiTest K rpymme 3a6oseBaHui,
HOCSIIUMX HasBaHHMe TesaypHsMoskl (60/1e3Hb HaKOMIEHHS — HAC/eICTBEHHEIE
JIH30COMHEIE 60JIe3HH).

Sra rpynna saboieBaHHH sABJSETCS pesyJbTaTOM JAedeKkTa OFHOro
H3 (epMeHTOB, YYacTBYIOIIHX B paclIeN/IeHHH NPHPOAHBIX MOJHMEpHBIX
coemunenuil (yriepoiconepalux), KoTophle, HaKalIMWBasCh B KiIeTKax
pasJMYHLIX OPTaHOB ¥ CHCTEM, BEAYT K ONpe/ieleHHbIM KIHHHYECKHM NpOsiB-
JIeHHsIM: safiepXXKe YMCTBEHHOro ([CHXuyeckoro) ¥ GU3HYECKOro pasBUTHS,
HEBPOJIOTHYECKHM HapylueHusiM (aTakcusi, CyHoporu), fedeKTaM OpraHos
3peHus, IyxoTe, AedOpMalMM TPYAHOH K/IETKH H MO3BOHOYHHKA, rena-
TOCIIJIEHOMET AJIHH.

ITpu MIIC uMeeTcsi HeJOCTAaTOYHOCTb JIH30COMAaJbHBIX (DEDMEHTOB,
BJIHSIIOIIMX Ha O6MEH INIHKO3aMHHOTJIHKAaHOB B CTOPOHY HaKOIJIEHHS HX B
JIH30COMax KJETOK, C AaJbHEeHIIMMH XapaKTepPHLIMH KIHHHYECKHMH MpOSB-
JIeHUsIMH. YcTaHoBJeHo, uTo cpend MIIC cunapom XaHTepa mepenaercs
pelleCCHBHO-cLeNIeHHOH ¢ X XpoMocoMoH, ocTanbHas rpynna MIIC Hacie-
AyeTcs 10 ayTOCOMHO-pelieCCHBHOMY THIy. MecTo HaKoIJIeHHs — MYKOIIO-
nucaxapunsl, Hakamiusaotess B IITHC (cyasar remapaHa), B KocTax H
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neyeny (cyabdar gepmarana), B Xpsiuax (cyabdar XoApoUTHHA), B KOCTAX
(cynbdpat keparana) [6].

Deoxpomoyumoma — ONMyXoJb, HCXOASLIAS M3 MO3STOBOrO CJIOSI Haj-
NOYEeYHHKOB, U3 NIaparaHrixeB UK HEKOTOPBIX APYrHX BHeHaANOYeYHHKOBBIX
cKorvieHu# XxpoMadpuHHON TKaHH. B 0CHOBe naToreHesa naTOJIOTHH JIEXHT
MOBLILIEHHE KaTeX0JaMHHOB, HX MNpelLIeCTBEHHHKOB M MeTabGOoJHTOB
(IODA, nodamuna, BHHHIHIMHHIAAJLHON H TOMOBAHHJIMHOBON KHCJIOT,
HopMeTaHe()pHHA ¥ MeTaHe(pHHa). B MepHOX rHnepTOHHYECKOro KpHaa,
KpoMe rOPMOHAJIbHBIX ToKasaTesied, HabJIOfaeTcsl TaKxke THIEepKIMKeMHS
H JIeHKOUHUTO3.

CemeliHble BapHaHTH 3260JieBaHHS BKJIIOYAIOT KaK H30JMPOBaHHYIO
(eoXpOMOLIUTOMY, TaK H ee coYeTaHHe C PSNOM Hac/e[ICTBEHHbIX CHHAPOMOB.
Tun Hac/efl0BaHKS BCerfia ayTOCOMHO-IOMHHAHTHBIA C HEMOJIHOMN NeHeTpaHT-
HocThlo. Hepesiko BuIsiBAISieTCS codeTaHHe (heOXPOMOLIHTOMEL C TYGepO3HEIM
ckaepo3oM, cuHapoMoM llITypre-BeGepa, aTakcuell — TejleaHTHOSKTasHel,
cunapomoM HyHaH, acreopuctpoduer Onbpaiita. B HaciencTBeHHYI0 deox-
POMOLIMTOMY BKJIIOYAlOT Clefyiolide 3abojieBaHHsA: ceMeiHasi (eoXpoMo-
LIATOMA, MHO)XeCTBeHHbIH SHAOKPHHHLIH afeHoMaTos II u III THmoB, cuHApOM
(heoXpOMOLIUTOMEl H ONYXOJH OCTPOBKOBBIX KJETOK, HeHpopuOGpoMaTos c
(eoxpomouuTomolt, curapoM Xunnens-JluHaay (reH Ha KopoTKOM Iieye
3-ii xpomocoMul B perHoHe p25). IIpH BhIpa)XXeHHOM SHAOKPHHHOM aJIeHo-
matose III THIa HeBPOMBI ABJAIOTCS HCTHHHBIMH HEBPOMaMH, COCTOSIHMH
M3 HepBHBIX KJNeTOK. DTH 60JbHbIE HMEIOT MaphaHOUAHKIN (PEeHOTHI — acTe-
HHYEeCKyI0 KOHCTHTYLHIO, YIIH — JIOKaTOphl, BhICOKOe He6o, HapyleHHe
npukyca, TMC, niockocronue, fepopMaluuH TPyAHOH KJIETKH H II03BO-
HOYHHKa.

B Hacrosimee BpeMsi HHOOPMaTHBHEIMH MeTOaMH TPH 3TOH MaTOJIO-
THH CYHTAIOTCH YJIbTPasByKOBOe HCCJIe[0BaHHE H MarHHTOpe3OHAHCHas TO-
morpadus [5].

Marepuan 1 MeTOABI

Hamu npoBefeHO KIHHHKO-1a60paTOPHO-HHCTPYMEHTAJBHOE HCCIIe-
noBaHHe 35 nmauueHTOB B BospacTe oT 3 K0 20 JIeT ¢ pas/JHYHEIMH HacJe/ICT-
BeHHHIMH 3a60JieBaHHSAMH C HalHyHeM Je(OpMalli¥ TPYLHOH KJETKH,
nosBoHouHHKa u ¢ TMC (pexe TyronoxsuxHocTs). BobHele B 3aBHCHMOCTH
OT THIa Hac/IeICTBEHHOH MaTOJOTHH ObIIM pacrnpefiesieHbl CAeyIOUHM 06-
pasom:

» Nuddepenunpoannas (HacjefcTBeHHas) KoJsareHonatuss — 6o-

nesHb Mapdana-Amapa — 2 60JbHEIX

» HennddepenunpoBannas (HaciefcTBeHHasi) KOJJareHomaTHs —

Mapdana-Amapa nogo6HuE cuHApoM — 17 GOMBHEIX.
* luddepenuupoantas (HaciefcTBeHHAs) KOJIareHONaTHS — HECo-
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BeplUEHHBI OCTeOreHes — NPHBHIYHLIE MePeJOMBl — 3 6OJILHBIX.

« HacsencTBeHHass 6oJie3Hb HaKOMJIEHHS — MYKONOJHCaxapHao3s
(TesaypHsmo3bl) — 2 GOJMBHBIX.

« uddepenuupopannas (HacleCTBeHHas) KOJIareHONATHS — CHHA-
pom duepca-Hanioca — 1 GoJbHOM.

« IudepenuupoBanHas (HaciencTBenHas) Koaareronarusi(?) — I1B,
7 GOJBbHBIX, H3 HHUX 4 C JOMOJHHUTENLHOH ceJie3eHKOH.

o HacnepcTBeHHast XpomocomHasi 6GosesHb — JlayH-cuuapom +21 —
2 GOJbHBIX.

« HacsieficTBeHHasl SHIOKPHHHASA NaToJlorHs — (eoxpoMouuToma — |
60JILHOH. -

Tabauya 1
Inexmpokapduozpaguueckue eHoMeHbL Y NAyUEHmos ¢ HacredcmBerHoL
namonozueil Ha goxe Oechopmayuu epyOHOl KAeMKU U UCKPUBACHUR
nossorouruxa (abc/%)

YacTuuHas
HacneacTBeHHAas 6noxana Cunn- | Cung- Bontie Cunn- Taxu-
MaToJOrus, npaBsoi poMm poMm U poM CAB | cuc-
n=35 HoxKH nyuxa | KJIK | PPX CcCcy TONHSA

I'uca

2

JayH-CHHAPOM,
n=2
[IpuBBIYHBI A

NepesoMm, 3 1 1 1 1
n=3
Myxkononucaxa-
pHA03, n=2
®eoXpoOMOLHTO-
Ma, n=1
Cunapom
Onepca-
HaHnnoca,
n=1
[Tepuonuueckas
6one3np, n=7
Mapdana-

Amapa :

mapgaHono- 13 8 7.5 112
noGHbl it

CHHAPOM, n=19

Bcero, n/% . 2571 13/37 | 12/34 |18/51| 3/8,5 | 1/2,8 | 7/20

ITpumexanue. KIIK ~ Knepxa-Jlepn-Kprcuecko, PPX — paHHss penossipHsalms ey I04KoB,
CCY — caabocts cuHycosoro ysina, CAB — cHHoaypuKyaspHas 610Kaja
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Tabauya 2

Jxokapduozpaduueckue dannbie Marbix anomarull paseumus cepdya y
nayuenmos ¢ degpopmayueil zpyOHOL KACMKU U UCKPUBACHUEM NO3BOHOYHUKA HA
¢one nacredcmeennoll namonozuu

Hacneacrsennas YnnotHenue
IMatonorus, IIMK| NTK [AXJX |[AXTX |ATJX|ATNX | xnanaios |BIIC
n=35 MK | AK
ﬁl:gu-cuunpou, 2 2 2
IIpuBbuiuHBI# nepenonm,
&3 2 1
nM=y2xononucaxapunoa, 1 2 1 1
deoxpoMOouHTOME, 1
n=1
Cunapom Dnepca- 1 1
Mannoca, 1 1 (xans-|(xans-| 1
n=1 uno.) |lund.)
1
4-
Ilepuoanuueckas (
Goxesns; n=7 2 4 3 2 Knam.
aop-
Ta)
Mapjana-Amapa u
Mapdanonono6Hsl i 9 1 7 2 2 4 2 2
CHHApPOM, n=19
Bcero, n/% 03T 1,8% [11m1%|3rm,5% [12,8%| 720% [1131% [ar11% [sr23%
Tabauya 3

Yavmpaseykosoe uccredosarue opearos 6prowHOL norocCmu Y nayuenmos ¢
HacaedcmserHoll namoaozuell Ha gone Oeghopmayuu epyorol KremKu u
UCKDUBAEHUS NO3BOHOYHUKA

AR Veennuenune
HacnencreenHas e st Ysenuucnne, CeJIe3eHKH
SpaETeS NpPOTOKH, yMeHpmeHHe, | YBenudeHne onomm-,
n=35 ¢ NMEepPeTAKKH, yABOEHHE NeYeHH n'rensnax
neperu6u, no4yex AN CarE
nedopManHa
Jayn-cuHapoM, n=2 yABOEHHE
5 neso#t 2 2
nogxu-1
IIpussiaHb# YOI, CTEHKH- 2 1
nepenaoM, n=3 1
Mykononucaxapunuos,
GELS 1 1 1
DeoxpoMonHTOMA, 1 yMeHbIEeHUE 1 .
n=1 no9YKH-1
Cungpom dnepca-
= 1 1 1 &
Hannoca, n=1
Ilepuonuueckas nepeTaxKa-3
6onesns, n=7 ynnor. 4 4 (4‘::')10’"
CTEHKH -4 %
Mapdana-Amapa u
yBenu4.-8
uapq:anonoixoﬁnuﬁ 5 3 4 yMeHsT.-1
CHHAPOM, n=19
Bcero, n/% 16/45,7% 6/17,1% 15/43% 17/50%
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Bcem GoJIbHBIM TIPOBOAMJIOCH YJIBTPasBYKOBOE HCc/lefloBaHHe cepiua
W OpraHoB GPIOWHOM MOJIOCTH C HCMOJb30BAHHEM aMNapaToB LIBEJCKOTO
(Vingmed CMF-800) u sinoHcKoro (Toshiba Sonolayes — Lsal-77B)
Npou3BOACTBA. DJIEKTPOKAPAHOrPaMMa perrncTpHpoBaiiach B 12 oTBefleHHsX
Ha anmapaTe HeMelUKOro npoussofcTsa THna Buocer-6000. Ilpu
61OXMMHYECKOM HCCJIEIOBAaHHH KPOBH M MOYH Y MallHEHTOB ONpe/lesiIuCh
KOHLEHTPALMH MPOJHHA, OKCHIIPOIHHA, XOHAPOMTHHCY Ib(HATOB, KpeaTHHa,
IJI0KO3aMHHOTJIMKAHOB, LIENOYHOH (ocdaTaskl, CePOMYKOHIOB, KalblKs,
¢ocdopa, MarHus.

PesyasTaThl H 00CyXNeHHE

I1pu ananuse K[ HamMy ¢ MaKCHMabHOH YacTOTOH y 06C/IeIOBaAHHOTO
KoHTHHreHTa nauuenTos (71%) BhisiBiieHa HenosHas 610Ka/a IPaBoO¥ HOX-
k¥ nyuyka ['Mca, KoTopasi HepeiKo coyeTajach C HajJWyHeM BoJHb U H
cuaapoMoM PPXK B npaBoXesylOYKOBBIX M JIEBOXKEJYNOYKOBHIX OTBejie-
HHSIX, YTO SABJIETCS MapKepoM IpeJpacrofio)XeHHOCTH GOJIbHBIX K Hapy-
IIeHUsIM PHTMa Cepjla Mo THNY Ha[KeJyNOYKOBOH HJIH >Keaydo4YKOBOMH
SKCTPACHCTOJIHH.

CunzipoM yKopoueHHOro HuTepBana PQ npu coXxpaHeHHH HOPMAJILHOrO
kommekca QRS (37%) MOXHO OOBACHHTL y STHX GOMbHBIX HaJIHYHEM
aHAaTOMHYECKMX M3MEHeHHWH B aTPHOBEHTPHKYJAPHOM y3jie 3a CYET BPOXK-
HeHHBIX HeGoJblUMX pasMepoB AB-yana, rHnepnpoBOAHMOCTH B HeM MM
HaJIHY¥eM JIONOJIHHTeNbHEIX nyTed npoBefenus. Cunppom KJIK moxeT 6biTh
MapKepoM ckpuiToro cuHipoma WPW, uTo ajisi nauueHToB MMeeT GoJblIoe
IIPOTHOCTHYECKOE 3HauyeHHe.

B 1995r. M.Metha, A.Jain BBemu peruerpauuio BosHsl U Ha KT
KaK JIOTIOJIHATe/bHEIA KpuTepHi B auarHocTHKe CPPXK. ITo HawumM pesyans-
tataM BosHa U BuisiBieHa y 51% o6ciefoBaHHBIX nauueHToB, B 34%
cnyyaeB saperdctpupoBaH CPPXK, uTo BhlpaXkaeTcsi MOALEMOM CerMeHTa
ST c BorHyTOoCThIO BBepX Ha 1 — 5 MM, “3a3y6puHoi” uiu “oTMeTKoH” Ha
HHCXOAfALIeM KoJeHe 3y6ua R, acumMeTpuuno# BosHOH T GoJbluoi amn-
autynsl (Taba. 1).

ITpu 3xoKT HceneloBaHMH y NALHEHTOB BHISBJEHH ClIefyolIHe (heHo-
MeHbl, XapaKTepHble IS COeIHHHTEIbHOTKAHOH NHCIIa3HK CepAlia — MaJikle
aHOMaJIH¥ PasBHUTHS CepALa: MPOoJaNnc MHTPaJbHOTO H TPEXCTBOPYATOro
KJanaHoB cymMmapHO B 48,5% ciyuaeB, KomoMHHTeNbHBE TPaGeKyJibl B
23% ciyyaes, [ONOJHHTENbHbE XOPAH B TOJOCTSAX JKeJAYHOYKoB B 45%
ClIyyaeB, HEpPENKO STH MpOSBJEHHs y NalHeHTOB COYETANHCh, B YaCTHOCTH,
y 6osbnbix ¢ BIIC. B Racrosiliee BpeMsi 3apercTpHpOBaH IeH ayTOCOMHO-

AOMHHaHTHOro MuKcomaTosHoro IIMK, KoTophifi IOKa/IH30BaH B XpOMOCoMe
16p.11.2-12.1 [7] (ra6a. 2).
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Ilpu Y3U opraHoB GpIOIIHOH MOJOCTH Yallle BhISBJIEHB CABHTH CO
CTOPOHH! XKeJyHoro nyssipsi (46%) B Buae mepern60B ¥ MepeTsKeK, Hapy-
lIeHHUs NPaBHJIBHOCTH (OpMBI JKeuHoro mysnipsi: U-o6pasHasi, S-o6pasHas
¥ “¢dpuruiickui kosanak” (meperu6 B ob6nactu nHa). Ileperopoaxu B
6oJIbLIMHCTBE CJy4yaeB GBUIM PacloJiOXKeHBl B LueeyHOH 06JacTH, pexe B
o6JacTH TeJla. YBeJHyeHHe MOYeK M M3MeHeHHe HX (POPMBI, yBeJHUYeHHe
neyeHH HaMH BBISIBJIEHB COOTBETCTBeHHO B 17% u 43% cayuaes, a yBe-
JuyeHue ceseseHkd B 50% ciayyaeB C onpejeneHHeM JONOJHHTENbHOMN
ceseseHKH y 4 GoabHuix ¢ I1B. B 90% cayuaep no6aBoyHas: cejle3deHKa
6biBaeT OJMHOYHOH, a B ocTaibHBIX 10% ciyyaeB — MHOXKeCTBeHHOH. Y
STHX GOJIbHBIX TaKas ceJeseHKa/ CeJle3eHKH MOTYT CHIYXHTb HCTOYHHKOM
abpoMuHanbHOM Gosu (npueryna) (126:1.3).

Takum o6pasom, Bce GOJIbHbIE C HacJe[JCTBEHHOH MaTOJIOTHEH, C
nedopMalreli rpyfHOH KJIeTKH M MCKPHBJIEHHSIMH MO3BOHOYHHMKA JOJKHBI
B 06513aTeJIbHOM MOpsALKe NMPOHTH yray6ieHHoe obciefloBaHHe, BKIIOYAI0-
1ee, B yacTHocTH, Y3H cepaua H opraHoB GPIOLIHOH MOJOCTH, YTO IIOMOXKET
yJAy4lIeHHI0 KayecTBa NPOBOAMMON CIelHaJH3HPOBAHHOH MaToreHe-
THYECKOH M CHMITOMAaTHYECKOH TepalHH.

ITocmynuaa 10.06.10

dwnwlquljub wyupninghwjh dwiwGwul jpopuwbnulh b
nnfiwwph nidnpiwghuym] hhjwln bpkfuwGtph b nhowhwulbph
upwnh b npnywjGh fjunongh gpdw)GwghG hEnmwgnnnipyul
un jun tipp

U.0.Stp-Gwjuwjmb, Up.U.Gwpumjui, U.U.Unjubujwud,
U0 2upjwmG, 6.U.GhpwlhnujwmG

dwnwlquliwul wwpninghwjny L jpopwjwlnuih nt nnGwywph
ntdnpiwghwyny (Qupuygulub hyntujwoph nhuwjughw) 35 tphjuwGtph
L pbhpwhwullph dnn Juwwwpyb] &6 upnh L npnywjGh funpngh
qbipdw)GwjhG L wpdwqubpwupmwgpujul htmwgnuumpniGabp: Fhy-
ptiph 70%-md hwjnGwpbmiby £ {huh updh w9 nnhyh Ywulwih wwyw-
nnud, 30%-md” Gptpy-Luh-Uphwbulnjh hwiwhinwGh) L thopnpGhph
Junudwd ntynpwuphqughw)h hwiwhinw6hy: {pjunGaph 50%-h dnn
hwjnGwpbpyby GG upnp qupqugiwi thnpp windwhwbp, 23%-h tnn'
upnh pGwdhlG wpwwnbp: Apnjw)6h junensh opquGltph Ynnihg wybih
hwéwfu hwjymGuwpbpyb) GG (Enuuwpyh winiwihwibp:
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Echocardiography and abdominal ultrasound study in children and
adolescents with chest and spinal column deformation at hereditary
pathology

A.A.Ter-Galstyan, Ar.A.Galstyan, M.A.Movsesyan, A.R.Davtyan,
E.S.Kirakosyan

An echocardiography and abdominal ultrasound study in 35 children and

adolescents with spinal column deformation (connective tissue dysplasia syndrome)
with hereditary pathology were carried out. Partial right bundle-branch block in
70% of cases and Clerk-Levy-Critesco syndrome and early repolarisation of ven- °
tricles in 30% of cases were detected. Small congenital malformations of heart
were detected in 50% of patients, congenital heart diseases — in 23% of cases.
Anomalies of gallbladder were frequently registered (45%).
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