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AxryaspHOCTB IPO6GAEMEL VIMMyHO-KOCTHAA AHIC-
maasnd Hlmvke (MKAL) (OMIM #242900) — yabrpa-
PEAKOE ayTOCOMHO-PEIECCHBHOE MYABTUCHCTEMHOE
3a00AEBAHHE, ACCOIIMUPOBAHHOE C BADHAHTAMI B ICHE
SMARCALT, xoropsrit koaupyer AT®-3aBucrmbrit
A-1TOAOOHSBIH OEAOK, yIACTBYIOIIUI B IIPOLIECCAX Pe-
MOACAUPOBAHUA XPOMATHHA, PEIAUKAIINH U PEIIAPAIIHN
AHK. XapakrepHbIMI KAMHUYIECKIMHE ITPOSBACHUAMI
MKALLI siBAsiFOTCS 32A€p7KKA POCTA, CHIOHAHAOIIIH(DH-
3apHas ACIAA3HsA, IPOIPECCUPYOIIAA TAOMEPYAOIATHA
1 T-KACTOYHBIH HMMYHOACUIIHT.

IHear paboTe1. OnpeAcAnTh KAUHHYECKIE U MOAE-
kyAasapro-renerrdeckre xapakrepuctukn KA y poc-
CHICKOII KOIOPTEL ACTEH, OleHHTb 3DPEKTHBHOCTD
AHTUIPOTEHHYPUIECKOH TEPATIMI U IIOYEUHBIE HCXOABL

Marepuasbl 1 METOABI HCCACAOBaHUA. B perpo-
IIPOCIIEKTUBHOE OAHOIIEHTPOBOE HCCACAOBAHUE OBIAU
BKAFOUEHBI 18 A€TEH ¢ MATOTEHHBIMI M BEPOATHO IATO-
reaueiMu Bapuantamu B reue SMARCALT. Meauana
BO3PACTa ACTEH IIPH IIEPBUYHOM OOCACAOBAHHUI COCTA-
srAa 4.5 (IKP: 3.0; 5.6) roaa, mpu mocaeArem odbcAeA0-
Banuu — 0.0 (MIKP: 5.6; 7.0) aer. Meamana mpoaoAxu-
TEABHOCTH HAOATOACHI 32 TAIIMeHTAME cocTasuAa 21.0
(IKP: 7.0; 27.0) mec. Beem AeTsiM OBIAO IIPOBEACHO KAU-
HHKO-A200paTOpHOE OOCACAOBAHHE C OIIPEACACHUEM
YPOBHS 9KCKpeLy OeAKa ¢ MOYOI (I/A) B pacIeTHOM
CK® (pCKD) o popmyae CKiD U25 aas onenkn mmo-
YEUHBIX HCXOAOB. MOAEKYASPHO-TEHETUIECKOE NCCAE-
AOBAaHUE OBIAO IIPOBEACHO BCEM ACTAM: CCKBCHUPOBAHIIE
IIAHEAH TeHOB (7=8), HOAHO9K30MHOE CCKBEHHPOBAHHE
(n=5), cexpenuposanne 110 Canrepy (#=3), moAHOre-
HOMHOE cekBeHupoBanue (7=2). Bece aetn moayuaam te-
pAINIO HHIHOMTOPAME AHTHOTEH3HH-TTPEBPAIIIAIOIIIETO

depmenra (HAIID) mAn OGAOKATOPAMH PELIEITOPOB
k anruorensuny-11 (BPA) ¢ anTunporeunypugeckoit
1 He(DPOIIPOTEKTUBHOM IIEABIO.

IToaydyenHBIE pe3yABTATHI. Y BCEX ACTCH BBHIAB-
Aena Huzkad (<2500 r) u ouens Huskas (<1500 r) macca
TeAa npu pomaeHIH. Marndecranusa raomepyAona-
THH B BUAE CTEPOHA-PE3UCTEHTHOIO HEPPOTHIECKOIO
cuaapoma (CPHC) ormeuanacs y 89% Aereii B Bozpacre
54.5 (KP: 43.5; 61.5) mec., y 11% aereii — B BuAe uso-
APOBAHHOI TAOMEPYAAPHOM IIPOTENHYPUH B BO3PACTE
32.5 (MKP: 19.0; 46.0) mec.

[Tpu mepBraHOM OOCACAOBAHUN B OTACACHHN HE-
dpororun Mucrnryra Beaprumesa y Beex Aeteit ycra-
HOBACHA BRIpakeHHaA 3aaepixka pocra: SDS -4.5 (MKP:
-5.6; -2.5). V 67% manuenToB BBIABACHBI CIIOHAHAO3-
nudusapHas AUCIAA3KA U IEPBHYHBI IMMyHOACDHU-
1T, ApTepHAABHAA THIIEPTEH3HA OTMEIAAACH B 50%0
cay4gaes. Aetikonenus obHapyxena y 44% marmenTos
¢ MKALIL

[Ipu mocaeayromem HabAOAeHHH B MHCTHTYTE
Beaprnmmesa y 67% aereil BBIABACHA ITATOAOTUA Opra-
HOB 3PEHHA B BHAE ACTUIMATA3MA, TUIIEPMETPOIIHH, 110~
MYTHEHHA POrOBHUIIE U AUCTpodpun ceruatku. [latoro-
U IIATOBUAHOH sKEAC3HI (Y TOUMMYHHBIA THPECOUAUT
u/uAn runotupeos) ycranosaena y 61% manuenTos.
['urrepriurMeHTanus KOAN B BUAE IIATEH IBeTa «Kode
¢ MoAokom» Obiaa ormedena v 50% aereit. Lepebpo-
BACKYAAPHBIE HAPYIIECHUA HAOAFOAAAHCH B 28% cAy-
vaes. HedppoOuorncusa sermoanena y 17% aereit, y Bcex
IIAIHCHTOB BBIABACH (POKAABHO-CEIMEHTAPHBIN TAOME-
pyaockaepos. IIpn saexrpornoit mukpockormu 8 100%
CAYYAEB OLPEACAAAUCH IIPU3HAKU ITOAOIIMTOIIATH.
MoaekyAIpHO-TeHEeTHYECKas AHATHOCTHKA BBIITOAHEHA
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B Bospacre 51,5 (MIKP: 43,3; 60,0) mec., y Bcex aereit
OBIA OOHAPY/KEHBI TOMO3UTOTHBIE HAM KOMITAYHA-TE-
teposurortasie BapuanTe B reue SMARCALT. B 89%
CAyYaeB HACHTU(HUIIMPOBAH TATOTCHHBIN BAPHAHT
c.2542G>T (p.Glu848Ter) B roMo- MAM KOMIIAYHA-
rereposurorHoM cocrosauu B reae SMARCALT. [pu
HIEPBUYHOM H IIOCACAHEM ODCACAOBAHNH Ha TEPAITIU
uAIT® /BPA He OTMEIAAOCH CTATUCTHYECKH 3HATIMBIX
pasamunit yposua nporeunypum: 3,0 (MKP: 1,5; 10,7)
up. 5,0 (MKP: 3,0; 6,5) r/a (p=0,461). Ycranosaeno
nporpeccupyromee camxerrne pCK® mpn repprraaom
1 ITIOCAGAHEM ODCAEAOBAHHH ITAIIMEHTOB HA TEPAITNU
uAIl®/BPA: 58,6 (IKP: 48,3; 68,1) up. 25,9 (MKP:
14,2; 50,8) ma/mun/1,73 M2 (p=0,055). ITporpeccupo-
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BAHUE B XPOHHYIECKYIO OoAe3Hb Houek (XBIT) 5 craaun
ompeacAeHo B 17% caydaeB. AeTaAbHBII HCXOA OTME-
gancst y 33% aereii.

3axarouenue. UKALLL sBasieTcss MyAbTHCHCTEM-
HBIM 3200AEBAHUEM, XaPAKTEPHU3YIOIIUMCA IIPOTpec-
CHPYIOINUM CHmKeHneM (pyHKuun modex A0 XbIT
5 1 HEOAATOIPHATHBIM IIPOTHO30M B BHAE ACTAABHOTO
ncxopa. B 89% cayuaes nprraunoi MKAILL y poccumii-
CKUX AETEH ABASETCA TATOTeHHBIN BapuaHT ¢.2542G>T
(p.Glu848Ter) B rene SMARCALT.V aereit c MKAL
YCTAaHOBACHO OTCYTCTBHE AHTHIIPOTEHHYPUIECKOTO
u "HedponporekTuBHOrO apdekra repanun nAl1D/
BPA, uro moaTBepKA2eT HEOOXOAUMOCTD PaspadoTKu
3D EeKTUBHOI TepaIuH.
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AxtyaspHOCTE TIpOGAeMBI. ['AoMepyAromaTHm
ABASIIOTCS PETEPOrEHHON IPYIIION 3a00A€BaHUIL, 00-
YCAOBACHHBIX ITOPAKEHHEM KAYOOYKOBOTO aIlmapaTa
IIOYEK U XapaKTepPHU3yIomuxcs nporeunypueii. Cpean
KAMHHYECKHIX IIPOABACHHUI TAOMEPYAOIATHI BRIACAAIOT
CTEPOMA-PE3UCTEHTHBIH HEPPOTHUECKUI CHHAPOM
(CPHC) 1 H30AHpOBAHHYIO TAOMEPYAAPHYIO IIPOTEHHY-
pHro. V pAAa AeTell TAOMEPYAOIIATHS MOKET OTMEYATHCH
B PAMKAX HACACACTBEHHBIX CHHAPOMOB. OAHOI U3 IIpu-
YIH PA3BUTUA TAOMEPYAOIATHH ABAAIOTCA ACYHKIIHS,
HOBPEKACHIE HAU IIOTEPA ITOAOIITOB. B Hacrosree
BpeMA JCTAHOBACHO, 4TO OoAee 00 TeHOB ABAAIOTCS IIPU-
YHMHOW ITOAOIUTOIIATHIH.

IHean paboTel. [IpeACTABITE KAMHIYECKYIO H MOAC-
KYAAPHO-TEHETHYECKYIO XAPAKTEPUCTHKY MOHOICHHBIX
TAOMEPYAOIIATHH Y POCCHUICKOH KOTOPTEI ACTEH.
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Marepnasbl 1 METOABI CCA€AOBaHMA. B perpo-
IIPOCIIEKTHBHOE OAHOLICHTPOBOE UCCACAOBAHUE OBIAL
BrAtouensr 120 aereit (57M/63A) co CPHC u m3oan-
POBAHHOMN 'AOMEPYAAPHOMN IpoTenHypueil. Beem aeram
IIPOBOAHMAOCH MOAEKYASPHO-TEHETHYECKOE HCCACAOBA-
HHE: TOAHOTEHOMHOE CEKBEHHpOBaHue (7=406), TOAHO-
sKk30MHOE cexkBeHupopanue (7=20), ceKBeHUPOBAHHE
naneAu renos (#7=44), cexsenuposanue 1o Canrepy
(»=10).

IToayuenHsie pe3yabTaTbl. MoHOreHHbIN renes
I‘/\OMepyAOHaTI/II/I, aCCOL[I/II/IpOBaHHI)H/I C ITATOITCHHBIMI
U BEPOATHO IATOICHHBIMU BAPUAHTAMU JCTAHOBACH
y 38,4% aereit (#7=46). Meanana Bo3pacTa KAHHHYECKOH
AVIATHOCTHKI MOHOICHHBIX TAOMEPYAOIIATHH Y HAIIIIX
mareHToB cocrasnaa 49,0 (MKP: 29.8; 69,8) mec., Bos-
PAacTa MOAEKyASpHO-reHeTuIecKoit anaraocruxn — 70,0



