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CvHppom Aitme-Tpunn — pefiKoe ayTOCOMHO-LOMUHAHTHOE 3aboneBaHue, 00yCIoBNEHHOE MyTauuAMU B reHe MAF, koTopoe
XapaKTepu3yeTcs BbIPaXeHHbIM PEHOTUNMYECKUM NONUMOPGU3IMOM. IAPO KNMHUYECKUX NPU3HAKOB COCTOUT U3 BPOXKAEH-
HOW KaTapaKTbl, HEiPOCEHCOPHOM TYrOyX0CTH, cneuuduyeckux AM3MophuIecKux YepT CTPOEHUS NNULA U UHTENNEKTYaNb-
Horo geduumta. C pasnuyHoii 4acToToi y NaLMEHTOB OTMEYAlOTCA PaAUOYIbHAPHbLIA CMHOCTO3, aHoManus ApHonbja—
Knapw, acentuyeckuii nepukapauT, aHomanus 3y60oB M 0CTe0apTpuThl. [peAcTaBneHbl KIMHUKO-TeHETUYECKUE XapaK-
TEPUCTUKM NepBO POCCUIACKON NaLMeHTKU ¢ cuHapomom Aiime—Tpunn, 0bycnoBneHHbIM BHOBb BbISIBIEHHON MyTaLueil
€.173C>A (p.Thr58Asn NM_005360.4) B reTepo3nUroTHoM cocTosHuu B reHe MAF. O6cyxaaeTcs BAUAHUE NOKanM3aLumum
¥ TMNA aMUHOKMCIIOTHBIX 3aMeH B GE/IKOBOM NPOAYKTE reHa Ha TAXECTb U CneuuduKy KNMHUYECKUX NPOABNEHNIT CUHAPOMA.
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Aymé-Gripp syndrome is a rare autosomal dominant syndrome caused by mutations in the MAF gene and is characterized
by a pronounced phenotypic polymorphism. The core of clinical signs consists of congenital cataracts, sensorineural
hearing loss, specific dysmorphic facial features and intellectual disabilities. With varying frequency, patients have:
radioulnar synostosis, Arnold—Chiari malformation, aseptic pericarditis, dental anomaly and osteoarthritis. The article
presents the clinical and genetic characteristics of the first Russian patient with Aymé-Gripp syndrome caused by a newly
identified mutation s.173C>A (p.Thr58Asn NM_005360.4) in a heterozygous state in the MAF gene. The influence of the lo-
calization and type of amino acid substitutions in the protein product of the gene on the severity and specificity of the clinical
manifestations of the syndrome is discussed.
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TpyIilia aBTOPOB BO INIaBe ¢ S. Aymé ormcaja 00JIbHBIX

Cungpom Aitme—Ipunn (CAI') (OMIM: 601088) — ¢ coueTaHueM BPOXAEHHOM KaTapaKThl, HEHPOCEHCOPHOM
pPeOKUii ayTOCOMHO-IOMUHAHTHBIM CHUHAPOM, OOYCIIOB-  TYTOYXOCTH, Opaxuiiebaany 1 HaHn3Ma. [1o MHeHUIO aB-
JICHHBII MyTanusiMu B reHe MAF, ToKaan30BaHHOM Ha  TOPOB, TTALIMEHTHI C TAKMM COYETaHUEM CUMIITOMOB OBLIH
xpomocome 16q23.2. IlepBoe onucanue caenado B 1996 . omucanbl panee B.A. Fine u M. Lubinsky [3]. OgHako
JIIBYMS HE3aBUCUMBIMHU TpyrmamMu aBTopoB [1, 2]. [lepBasg  rpymnma aBropoB Bo miiaBe ¢ K.W. Gripp cuuraina, 4To oH1
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OIMHCaJIV HOBBII CHHIPOM, B CHMITTOMOKOMITJIEKCE KOTO-
poro, TIOMUMO YKa3aHHBIX CHMITTOMOB, UMeJIAaCh YMCTBEH-
Has OTCTaJIOCTh, a (DEHOTHUIT HATIOMUHAII CUHIpOM JlayHa.
B 2015 . M. Niceta 1 coaBT. moKa3aiu, 4TO 32 BOSHUKHO-
BeHMe 3a00JeBaHUs OTBETCTBEHEH reH MAF, GeaKOBbIi
MIPOAYKT KOTOPOTO SIBJISICTCSI TOMOJIOTOM OHKOTEHA MBbI-
IIEYHO-aIIOHEBPOTUUECKOM (hOPOCAPKOMBI IITHII, ¥ TIPEI-
JIOXXWIM 0003HavYaTh 3a00JieBaHME KaK CUHAPOM AliMe—
Ipunn [4]. UccaegoBaHus, mpoBeleHHbBIE B TTOCIeIHIE
TOIBI, TTOKA3aJIM CYIIIECTBOBaHNE 00Jiee MMPOKOTO KIIH-
HUYECKOTo TmoauMopdu3ma. KpoMe nepednciieHHBIX Xa-
PaKTePHBIX CHMIITOMOB Y OOJTbHBIX OTMEUAINCH Pa3TNIHBIC
THUITBI AUCITIA3MHU CKeJleTa, aHoMannst ApHosabaa—Kuapu,
CyJIOpOTH, a TAaK3Ke TTaTOJIOTH cepana 1 rmovek [4—8].

K HacrogmeMy BpeMeHu naeHTHGUIMpoBaHo 13 pa3-
HBIX TeTEPO3UTOTHHIX MyTanii B TeHe MAF y TallueHTOB
¢ CAT. Bce oncanHbIe MyTaIluA SIBJISTFOTCST MICCEHC-3a-
MeHaMM, HapyIIaloIIIMI aMITHOKHUCIIOTHYIO TTOCJICIOBA-
TETBHOCTD B 0071aCTH N-TpaHCAKTHBUPYIOIIETO OSJIKOBOTO
nmoMeHa. [1pu 5ToM MyTauy, MPUBOASIINE K aMIHOKWC-
JIOTHBIM 3aMeHaM B C-KOHIIe 0€IKOBOM MOJIEKYJIbI, 0OHApY-
>KMBAIOTCS Y IMALIMEHTOB C M30IMPOBAHHBIMU KaTapaKTaMH.
Cuauraercst, uro CAI saBisieTcs peIKuM HACIeICTBEHHBIM
3200J1eBaHIEM, OTHAKO, YIUTHIBASI BEIPAXKCHHBIN TTOJIMMOP-
$M3M KIIMHAYECKIX MTPOSIBJICHUI, MOXKHO TIPEAIIOIOXHUTb,
YTO OOJIBIITMHCTBO CIy9aeB OCTAIOTCS HEMMAarHOCTUPOBAH -
HBIMH. DTO 00YCJIIOBIMBAET HEOOXOMUMOCTD OITMCAHMS
KJIMHUKO-TEHETUYECKNX XapaKTeprUCTUK 00IbHBIX ¢ CAT
JIIJIST TIOBBITICHUS 9(D(EKTUBHOCTH €T0 TUATHOCTUKHU.

Ileabio padoTHI SIBIISICTCS TIEPBOE ONMCAHNE KITMHUKO-
TeHETUYECKNX XapaKTePUCTUK Y POCCUMCKON MallMeHTKI
¢ cunapoMoM Arime—Ipumni.

JmarHo3 ycTaHaBIMBAJICSI HA OCHOBAaHWHU JaHHBIX Te-
HEaJIOTUYECKOT0 aHajan3a, KIIMHUIECKOTO OCMOTpa, pe-
3yJABTATOB O(PTaTbMOJIOTHIECKOTO, JICKTPO3HIIedaTo-
rpaUIecKOro MCCIeI0BaHNSI, MATHUTHO-PE30HAHCHOM
TOMOTpacn TOJIOBHOTO MO3Ta Y JaHHBIX MOJICKYJISIPHO-
TeHETMYECKOTO aHa/IM3a IPU CEKBEHMPOBAHUM 3K30Ma.
Brinenenue renomuoi JAHK npoBoauim u3 neKoLuTOB
nmeprudeprIecKoil KpOBH C TIOMOIIBIO HabOpa PeakKTUBOB
Wizard Genomic DNA Purification Kit (Promega, CIIIA)
II0 TIPOTOKOJTY IMIPOU3BOAUTENS. HJIT mpoOONOAroTOBKU
ncnoab3oBaM peakTusbl [llumina TruSeq DNA Exome. Ce-
KBEHMpOBaHUe MpoBeaeHo Ha rpuoope Illumina NextSeq500
METOIOM ITapHO-KOHIIEBOTrO uTeHUs (2 X 75 11. 0.). CpenHee
TTOKPBITHE TTOJTHOTO SK30Ma TaIMeHTa COCTaBIWIo X98,5, Ko-
JIMYECTBO TAPTETHBIX 001aCTEN C TTOKPBITHEM >x10—93,16 %,
paBHOMEPHOCTB IMMOKPHITHS (Uniformity Pct >0,2*mean) —
83,4 %.

s KapTUpoBaHUS TTOIYICHHBIX TTOCICIOBATEIBHO-
cTeil Ha pedepeHCHBIN reHoM hgl9 mcroab30Banm mpo-
rpamMmMHoe obecrieueHrue BWA. [l nanbHeliiero aHaau-
3a BBISIBJICHHBIX BapMAHTOB MCITOJb30BAIN AJITOPUTMBI
GATK. AHHOTaLIMST BApMaHTOB IPOBEACHA C UCITOIb30Ba-
HUEM nporpaMMHoro odecriedenust Illumina BaseSpace®
Variant Interpreter. [laToreHHOCTh HECUHOHUMUYHBIX,

He KiTacCU(pUIIMPOBAaHHBIX paHee 10 IMTATOTeHHOCTH Bapy-
AHTOB OIPEIEIISIN C UCIIOIb30BaHKEM IIPOrPaMM IIPOrHO-
supoBaHusg Polyphen2, MutationTaster, Provean u SIFT.
BbIsiBIeHHBIE Y ALMEHTOB BAPUAHTLI ObLIN BEPUMULIMPO-
BaHbI C KCITOJIb30BAHMEM METO/IA IIPSIMOIO CEKBEHUPOBAHMSI
o Coanrepy Ha ipubdope ABI3130 Genetic Analyser.

Ot poauTesieil NAMEHTKU ObLIO MTOJIYy4EHO MUChMEH-
HOE coIlacue Ha MpOBeAeHNe UCCIeq0BaHUs, 00pabOTKyY
U [IpeICTaBIeHUE TI0JYyYeHHBIX JAHHbBIX.

KnuHuuecknin cnyvan

IIpobano-desouka podunacs 6 bpake 300posbix podume-
aeil, om 2-1i bepemenrnocmu. Hmeem 300p08yro cecmpy 6 603-
pacme 6 sem. Ha cpoke bepemennocmu 31 ned npu npogede-
HUU YAbMPA38YK08020 UCCAe008aHUS NA00A 6bls6ACHbL
eudponepuxapd 6 mm, mHoeoeodue. Podusacs 6 cpok ¢ maccolii
mena 2530 e, daunoii meaa 47 cm, OKPYICHOCHbIO 201086l
33 cm, okpyscrocmoio epyou 31 cm. Oyenka no wkane An-
eap — 6/7 6annos. C poxcdenus cocmosiHue pebeHka 0bi10
MANCABIM U3-3A ObIXAMEAbHOU He0OCMamoOYHOCMU 8cAe0-
cmeue He3peaoCmuU AeeKUX, OMMeUANCs 8DONCOCHHDLI CIpU-
dop. B 1-it mecay scusHu 0OHApyICeHbl OMKPbIMOE 08ANbHOE
OKHO U aopmanvHolii NPOMoK, 08YCMOPOHHSS 8PONCOCHHAS.
kamapaxkma. B eospacme 3 mec nposedena nynxuyus nepu-
Kapoa. B cés3u ¢ 6bis61eHHbIM ACUKOYUMO30M NOAYHANQ AH-
MUOGAKMEPUANBHYI, 20DMOHAABHYIO U MOYE2OHHYIO Mepanuio.
Tlpu anaause cayxogvix 6bi36AHHBIX NOMEHUUAN08 OUACHO-
CMUpo8ana 08yCMOPOHHAS HeUPOCEHCOPHAS. MY20YX0CMb.
B sospacme 3 mec nposedena aenceumpeosxmomus. Ilpu oc-
Mompe 8pavom-neduampom é eozpacme § mec ommeueHvl
NPU3HAKU OU3IMOPUOCEHe3A: SNUKAHM, MAKPOLAOCCUSL, 2UNO-
nAasus cpeoHe Hacmu AUYa, HU3KO0 pacnof0NCeHHbIE YUIHbLE
pakosunbl. [Ipu nposederuu MazHUMHO-pe30HAHCHOT MOMO-
epaguu 201081020 M032a 6bisI8ACHA aHoMarus ApHoavda—
Kuapu ¢ dexomnpeccueii cmeonoswvix cmpykmyp 20408H020
M032a, no 0800y KOMOPOUi NPOEeOeH0 ONEPAMUBHOE BMeUla-
meabemao.

Pannee pazeumue npomexano ¢ 3a0epuckoil: 20108y oep-
acum ¢ 10 mec, cadumes ¢ 1 200a, xo0um camocmosamenvHo
¢ 2.1em 2 mec. B eozpacme 3 nem enepeéole 603HUK CYO0pPO’C-
Hblil npUCMyn, KOmopbulii nosmopuics Yepes Hedearo. Hasna-
YeH KOHBYAEKC C XOPOULUM Mepanesmu4ecKum sp@exmon.
B nocaedyrouwem cydoposicHolii CuHOPOM He NOBMOPAACA, 00-
HAaKo npu nogedeHuy 31eKmposxyepanoepagu4eckozo gude-
OMOHUMOpUHea Ha gone epyboeo ugh@ysHoeo uzmeHeHus
OU021eKMPUHECKOl AKMUBHOCMU PeSUCTPUPOBANUCH e0U-
HUYHblE KOMNACKCHL CNAUK-B801H 6 3A4MbLAOYHO-NEMEHHbIX
omeedeHusx ¢ 2 CmopoH.

Ilpu ocmompe pebenxa 6 6ozpacme 3,5 eoda evisénena
epybas 3adepicka ncuxopeuesoeo paszgumus (He NOHUMAAA
00paueHHYI0 peub, He GbINOAHANA UHCIMPYKUUU, IKCNPeCCcUs-
HAs peub OMCymcmeos8and, Omme4aniocs moavko 36yKonpo-
usHowenue). Hasviku onpamuocmu u camoobeayyncueanus
He cgopmuposarnsl. Ommeuasucey ousmopguueckue uepmel
CMPOEeHUs 8 8UOe MUKPOSHAMUU, 2UNONAQ3UU CPeOHell Yacmu
auya, 0e@opMuUpoO8aAHHBIX, HUZKO PACHOAONCEHHBIX YULHBIX
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Puc. 1. ITayuenmxa ¢ cundpomom Aiime—Ipunn. JJusmopguueckue yepmoi
CMPOeHUs AUYA: 2AA3HOU 2UNEPMeAoPUIM, WUPOKUL KOPEHb HOCA, ONUHHDBLIL
Quavmp, aHmumoH20a0UOHbIll pa3pe3 ena3, HU3KO PAcnoN0NCeHHbIe YUIHbIE
PAaKOoBUHbI

Fig. 1. A patient with Aymé—Gripp syndrome. Dysmorphic features of the face:
ocular hypertelorism, wide root of the nose, long filter, antimongoloid eye
incision, low auricles

Puc. 2. PaduoyavrapHhbiii duzocmos npasoii pyku

Fig. 2. Radioulnar dysostosis of the right hand

PAKOBUH, KOPOMKO20 KOPHS HOCA, YOAUHEHHO20 puabmpa
(puc. 1). O6napyxiceno oepanuuerue 08UNCEHUS 8 N0OKMEBbIX
cycmasax ecaedcmaue Haauuus paduoyabHApHO2O CUHOCHO-
3a (puc. 2). llpu neéponoeuneckom ocmompe o4azo80i CUMn-
momamuxu He 8visigaerHo. CyxodcunbHble pegaeKcol, Mbluiey-
Hblll moHyc u cuna He uzmenetsi. Cocmagums npedcmagnenue
0 paccmpoicmeax 4uygcmeumenbHoCmuy U KoopouHauuu
He ydanoce 6 ca3u ¢ ambauonueil U OmMcymcmeuem KOHmak-
ma c pebeHKOM ¢ 3a0epicKkoil ncuxopevesoeo pazgumus. Om-
Meuanucy ycuieHue 210MoYH020 U HebHO20 peghaekca, caio-
Homeuenue. Hucmaem caabosudsuwjux. Ilpu nposedenuu
XPOMOCOMHO20 MUKPOMAMPUUHORO AHAAU3A XPOMOCOMHO20
ducbananca He 8bls181€HO.

B pezyabmame cexeeHuposaHus 3K30mMa 0OHApylIceHa
panee He ONUCAHHAA HYyKaeomudHas 3ameHa c.173C>A
(p.Thr584sn NM_005360.4) 6 eemeposuecomnom cocmosHuu
6 eene MAF, omeemcmeennom 3a eos3nuxuogenue CAI

N-koHel / N-end C-koHewl / C-end

Thr58Asn
Puc. 3. Jlokaruzayus eviae1eHHOU Y NAYUEHMKU MYMAYUU 8 6eAK080l MO~
sneKyne

Fig. 3. Localization of the mutations detected in the patient in the protein
molecule

(puc. 3). Ceksenuposanue no Caneepy c ucnoavzosanuem ITHK
A0epHoll ceMbu NOOMEepoUn0 Haru4ue Mymauuu y pedeHka
u omcymcmeue ee y podumeaei. Ilonyuennvie pezysvmamuot
C8UOeMeNbCMB08ANU 8 NOAB3Y NPeONnoAazaemoeo OUaeHo3a
CAT, 6o3HUKUE20 8 pe3ynbmame mymayuu de novo 8 noa08oii
KAaemke 00H020 U3 podumenneil.

06cyxpeHune

Cunnpom Atime—Ipurin, HacIeoyIOMMACS ayTOCOM-
HO-TOMUHAHTHO, XapaKTePU3YeTCsl BRIPAKEHHBIM TTOJIH -
MOpP(HU3MOM KIMHUYECKUX TposBieHnit. OCHOBHBIMU
CHMIITOMaMH Y BCEX IMAIlUeHTOB SIBIISIIOTCS BPOXICHHAS
KaTapakTa, HeHpOCEHCOPHAsT TyTOyXOCTh, HU3KUM POCT
¥ Iu3MOpGhUIeCKIe YePThI CTPOCHUS B BUIE THITOIIA3UU
CpemHel YacTH JIUIa, IIIMPOKOT0 KOPHSI HOCa, MUKPOCTO-
MHWHU, ITAHHOTO GuiabTpa. Y BceX OOJBHBIX OTMEYACTCS
WHTEJUIEKTYaTbHBIN Te(PUIIUT pa3HOI CTeIIeHNU BEIPaXKeH-
HocTU. Y 42 % nauueHTOB OOHAPYKMBAETCS aHOMAJIs
Apnonbaa—Kuapu [ tuna, y 53 % — acentuueckuii nepu-
KapauT M aHoMmaius 3y6oB. [1o MHeHMIO psima aBTOPOB,
XapaKTEePHBIMU CUMITTOMAMU TaKKe SIBJITIOTCSI CTPYKTYP-
HbIC aHOMAJIMU CKeJieTa B BUAEC PaaUOyIbHAPHOTO CH-
HOCTO3a, XOHAPOJIM3KMCa TOJIOBKU OeAPEHHOM KOCTH, OT-
paHWYCHUST OBMKCHUS B CYCTaBaX M OCTEOAPTPUTOB.
Y oTHnenbHBIX OOJIBLHBIX TAKXKe (DOPMUPYETCS XpOHMUIECKAsT
TJIOMEPYJIOITATHSI.

K BO3HMKHOBEHMIO CHHIpPOMA IIPUBOISIT MyTalluH
B reHe MAF, IpoayKTOM KOTOPOTO SIBIISICTCST TPAHCKPHUTI-
IIMOHHBIN (DaKTOP, PETYIMPYIOIINI ITPOCTPAHCTBEHHO-
BPEMEHHYIO 3KCIPECCUI0 TKaHECIeIN(PUIECKNX TCHOB
¥ 00eCITeYnBAIOIINI TePMUHAIBHYIO TU(hGEePEeHIINPOBKY
MHOTHYX TKaHEH 1 OPTaHOB, BKITFOUAsI XPYCTAINK, CETIATKY,
TOJIOBHOM MO3T, KOCTHYIO TKaHb U TTOIKEITYIOIHYIO KeJle-
3y [9, 10]. Benok coctont n3 N-TepMUHAJIBHOTO TPaHCAK-
THBATOPHOTO TOMEHA C PETYISITOPHBIMUA QYHKIIUSIMU 1 C-
tepmuHanbHOTO JIHK -cBSI3BIBaOIIETO JOMEHA, KOTOPBIIA
COIEPKUT BEICOKOTOMOJIOTUYHEIN peTUOH, OCHOBHOM MO-
THB U JICHIIMH-3aIPaoNIyo 0oacTs. PU3nonmornaeckast
aKTUBHOCTH 0OeJIKa KOHTPOJIUPYETCS TIMKOTECH-CHHTA3a-
KMHAa30# 3-ro tuma, Kotopast (pochopunupyeT 4 cepuH/
TPEOHMH-OCTATKa, PACITOJIOKEHHBIX TAHIEMHO B N-KOHIIE
06eIKOBO# MoJteKybl. ITokazaHo, 9TO Bce MyTallu, TIPH-
BoIsIIMe K Bo3HNKHOBeHMIO CAI, HapyIraroT aMIHOKWC-
JIOTHYIO IOCJIEAOBATEIFHOCTD 4 YIaCTKOB, OOECIIEYNBAIO-
mux dhochoprmmpoBaHue 0eIKa, B TO BpeMsI KaK MyTalliu,
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M3MEHSTIONINE TTOCIIeI0BaTe IbHOCTh aMIMHOKUCIIOT B C-KOH-
IIEBOM YJaCTKe, IPUBOAAT K BOSHUKHOBEHUIO M30JIMPO-
BaHHOIT KaTtapakThl 24-To Tma [4]. K HacTosiemMy BpeMe-
HU onucaHo 13 pa3IMuHBIX MUCCEHC-MyTaluii B reHe MAF,
XapaKTepU3YIOIINXCS UCKITIOIUTETHHO 3aMEHOM ITMTO3MHA
B Pa3HBIX Y9acTKax reHa. YeTbIpe 13 OMMCaHHBIX MyTaIlUiA
MIPUBOMAAT K 3aMeHE IIMTO3WMHA Ha IPYTroil HYKJICOTHUI
B 176-M nostoxxeHuu, 1mo 2 — B 161-m 1 197-M nonoxenuu,
nmol —s8172,173, 170, 188 u 206-M MOJIOKEHUSIX TEHA.
IMoxazaHbI pa3IuIms B CIIEKTPE KITMHUIECKUX CUMITTOMOB
U TSDKECTH TeYeHMS 00JIe3HN Y OOJIBHBIX C Pa3HBIMU HYK-
JICOTUIHBIMHM 3aMEeHAMM OTHOTO M TOTO K€ HYKJICOTHIA.
B muteparype nmeroTcst eTMHUYHBIE COOOIIEHUS, TIOCBSI-
IIeHHBIC aHAIN3Y KIMHUKO-TEHETUICCKUX KOPPEISIIINIA
mpu CAI, 9To CBSI3aHO ¢ OrpaHUYCHHBIM KOJIMIECTBOM
IMAarHOCTUPOBAaHHBIX caydyaeB Tak, M. Niceta u coasr. [4]
ormcanu neBouky 14 ner, a S.M. Amudhavalli et al. [6] —
2 OOJTLHBIX: SKEHIIHY B Bo3pacTe 29 JIeT 1 IeBOYKY 2 JieT 3 Mec
¢ CAI, obycnoBneHHbIM MyTaLueii ¢. 176 C>T (p.Pro59Leu),
Y KOTOPBIX OTMEYAINCH TSDKEJIble KITMHUIECKUE TIPOSIBIIC-
HUSI U BBIPAXCHHBI WHTEICKTYaJIbHBIN IOE(MUIINT,
B TO BpeMs Kak S. Javadiyan u coaBrT. [7] onmcaiy 1oHOITY
20 sieT ¢ HyKJIeoTUaHOM 3ameHoii ¢.176C>G (p.Pro59Arg)
C HAIMYMEM KaTapaKThl, HEHPOCCHCOPHOI TYTOYXOCTH M CUH]I-
poma Acmieprepa. IlarmeHT He MMeNT 3HAYMMOTO MHTE-
JIGKTYaJIbHOTO AeUILINTA U 00ydJajicsl B yHUBEPCHUTETE.
Myranus ¢.173C>A (p.Thr58Asn NM_005360.4), 06-
HapyXeHHasl y HaOJIromaeMoi HaMH OOJIbHOM, BBISIBIICHA BITEp-
BBIC, OMHAKO HykKileotumHas 3ameHa c.173C>T (p. Thr581le)
obHapyxeHa paHee M. Niceta 1 COaBT. y MaJTburKa 22 Mec
C TUIMAYHBIMUY KIMHW4YecKUMU TiposiBiieHusiMu CAT [4].
Kak u y HabmonaeMoil HaMM 60JIbHOM, y pebeHKa OTMe-
4aJIoCh COYeTaHWE BPOXICHHOI KaTapaKThl, HEMPOCEH-
COpPHO TYTrOYXOCTH, 3aIepKKHA TEMIIOB IICMXOPEIEBOTO
Pa3BUTHS, CyIOPOT ¥ TUIIOILIA3MH 3yOHOI sManm. OmHAKO,
B OTJIMYME OT Hallleif MAalMeHTKH, V peOeHKa He OBLIO

1. Aymé S., Philip N. Fine-Lubinsky

3. Fine B.A., Lubinsky M. Craniofacial
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