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BsepeHue

Cunnpom KosHa — penkoe ayToCOMHO-PEIleCCUBHOE
3a00JIeBaHNE, XapaKTepHU3ylolIeecs: IMOpaxKeHNEM IIeH-
TpanbHOI HepBHOM cucteMbl (LIHC) u oprana 3peHus,
oXupeHueM U nedopmalieit Kocteii. 3adosieBaHne 00-
ycnoBiieHo mytanuei B rene COHI (VPS13B), KoTophbiit
PacIIoIOXeH Ha KOPOTKOM IUIeYe XPOMOCOMBI 8 B JIOKYCE
8q22 (OMIM: 216 550) [10].

VYpoBeHs 3a001eBaeMocTu cuHApoMa KosHa oLieHUTh
CJIOXKHO, TaK KaK B OOJIBIIMHCTBE CTPAaH OITMCAHBI JIMIITh
eIVHUYHBIC CITydyar U 3a00JIeBAaHUE CUMTACTCS PEIKUM.
Bcero B nurepatype onvcaHo He 6oiyiee 200 manneHTOB
¢ cu"aapomoM KosHa, OoJibliiast 4acTh U3 KOTOPBIX MPO-
KuBawT B OuHngHanM, Be1ukoOpuTaHUM 1 MOCeICHUN
amumeir B CIIA [2, 5, 11]. K HegoolieHKe NCTUHHOMI

BCTPEYAEMOCTH JAHHOM IMAaTOJOTUU TaKXKe MOXKET IPU-
BOIUTH BbIPAXKECHHBIN MEX- 1 BHYTPUCEMEUHBIN KIMHU-
YeCKUU NommMopdu3M, 3aTpYIHAIONINI ee TUarHOCTUKY
(cM. TabuILy).

Briepsrie cunapom obu1 ormcad M. Cohen 1 coaBT.
B 1973 1. Y manueHTOB ObUIX OTMEUYEHBI MbIILIEYHAS TU-
MOTOHUS, TYJOBUIIHBIA TUIl OXUPEHUS, YMCTBEHHAas
OTCTaJIOCThb, TUCMOP(UM JrIa U KOHEYHOCTE, aHOMa-
ymu opraHa 3peHus [1]. OgHako Ha CeTOTHSIIHUI TeHb
KJIMHUYECKME TIposiBIeHUs1 cuHapoMa KosHa xapakTe-
pu3yloTcs 00Jbllieil BapruadeIbHOCTbIO U MYJbTUCUC-
TeMHOCTbhI0. Hanbosee yacTo BCTpeyaroTcsl mopaxkKeHus
oprana 3peHus1, LIHC, omopHo-nBuraTesIbHOTO arniapara,
YeJIOCTHO-JIMIIEBON TUCMOP(U3M, TeMaTOJIOTUICCKIE
HapymeHus [18].
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Kaunuueckue nposenenus cunopoma Kosna

Clinical manifestations of Cohen syndrome

Organ/system

LleHTpanbHas HEpBHASI cCUCTEMA
Central nervous system

qCJ'IIOCTHO—J'II/IHCBaH CuUctemMa
Maxillofacial area

Jlop-opraHbt
ENT organs

OpraH 3peHust
Eyes

CepHCqHO-COCYHHCTaH Cucrema
Cardiovascular system

ITo3BOHOYHUK
Spine

Kozka, Bojiochl
Skin, hair

CKeNneTHO-MBIIeYHast cucTeMa
Musculoskeletal system

OHIOKpPUHHAs CUCTEMa
Endocrine system

KpoBb
Blood

MO‘{CBLII[CJ'[I/ITCJ'IBHaH CUCTEMA
Urinary system

Type of lesions

Muxpouedanus, iepede/isipHast TUITOIIIA3K, YBEINICHIE MO30JIMCTOTO TeJIa, yMCTBEHHAsI
OTCTAJIOCTh, 3aJI€PKKA PEYEBOTO PA3BUTUS
Microcephaly, cerebellar hypoplasia, enlarged corpus callosum, mental retardation, speech delay

'YKOpOYeHHBIH (PUIABTPYM, TUTIOTUIA3Ms BEPXHEN YETIOCTH, MAaKPOACHTHUS IIEHTPATbHbBIX
3y00B, OTKPBITBII POT, «FOTUYECKOE» HEOO, BBICTYIIAKOIIAsl [IEPEHOCULIA, 3aKPYTJICHHbBII
KOHYMK HOCa B BUJIE KITIOBA

Shortened philtrum, maxillary hypoplasia, macrodontia of the central teeth, open mouth, high-arched
palate, prominent root of the nose, beak-shaped nose

HapHHI‘OMaJIHL[PIH, JIAPUHTEATbHBIN CTEHO3, CTEHO3 F0JIOCOBBIX CBSI30K, CEHCOHEBpPaJIbHAs

TYTOyXOCTh
Laryngomalacia, laryngeal stenosis, vocal cord stenosis, sensorineural hearing loss

MuHaneBuaHbINM, aHTUMOHTOJIOUIHBIN pa3pe3 Ii1a3, BOJIHOOOpa3Hast (popmMa BepXHEro Beka,
IITO3, XOPUOPETUHAIbHAS TUCTPODUS, IPOrpeCCUPYIOIasi MUOIIUS, MAKYJIOIIATHS ITO TUITY
«OBIYBETO I1a3a», HUKTAJIOMMs, IMTMEHTHBINA pETUHUT, KaTapakTa, arpous 3pUTEIHLHOTO
HEpBa, KOCOI1asue, runeprejiopmusm

Almond-shaped eyes, antimongoloid slan, wave-shaped upper eyelid, ptosis, chorioretinal degeneration,
progressive myopia, bull’s eye maculopathy, nyctalopia, retinitis pigmentosa, cataract, optic nerve atrophy,
strabismus, hypertelorism

ITposanc MuTpaabHOTO KJlaraHa, BacKyJiornaTusi (TpoM003bl LiepeOpaibHbIX COCYI0B)
Mitral valve prolapse, vasculopathy (cerebral vascular thrombosis)

IMosicHUYHBIM JTOpA03, TPYAHOM CKOJIMO3
Lumbar lordosis, thoracic scoliosis

TunepanacTUYHOCTh KOXU, JIMHHBIE TOJICThIE PECHULLBI, I'YCThIE TOJICThIE BOJIOCHI Ha rOJIOBE
1 OpOBSIX, CHHO(PHU3, MOBBIIIEHHAS YYBCTBUTEILHOCTh KOXH K YJIBTPa(HOJIETOBBIM JIydaM,
I/IHd)eKL[I/II/I KOXHU, IOoII€peyYHad JJagOHHas CKIajlKa

Hyperelastic skin, long thick eyelashes, thick hair, bushy eyebrows, synophrys, increased UV-sensitivity
of the skin, skin infections, transverse palmar crease

V3Kue pyKu, yKOpOUeHHUE MSICTHBIX KOCTEH, Y3K1Ue HOTU, YKOPOUYEHUE TUIFOCHEBBIX KOCTEH,
HEBBICOKUI POCT, MbILlIEUHAsI TUTIOTOHMS, CAHAAJIEBUAHAS 11I€JIb, BaJIbIyCHas CTOMA, TUIlep-
MOOMJIbLHOCTh CyCTaBOB

Narrow hands and feets, shortened metacarpals and metatarsals, short stature, muscular hypotonia, sandal
gap, valgus foot, joint hypermobility

3amep:kKa IMoJOBOTO CO3peBaHMsI, Ie(PUIIUT COMATOTPOITHOTO TOPMOHA, TYJIOBUIITHBINA THIT
OKUPEHUA, CHUXKEHUE TOJICPAHTHOCTU K ITIOKO3€
Delayed puberty, growth hormone deficiency, central obesity, impaired glucose tolerance

JlelikorneHusi, HEUTPOINEHUs, TPAHYIOLIMTONEHNSI, TPOMOOIIMTOIEHUS
Leukopenia, neutropenia, granulocytopenia, thrombocytopenia

Auunypust

Aciduria

ITen COH 1 6wt BriepBbie KapTipoBaH B 1994 1. puH-
CKMMH KCCIIEIO0BATEISIMU, HO TOJIBKO B 2003 . B ®UHIISAH-
Y OblJIa YCTAHOBJIEHA CBSI3b 3TOTO reHa ¢ CUHIPOMOM
Kosna [10, 17]. OnucaHo 6oiiee 22 OTBETCTBEHHBIX MY-
TalWi, BKIIOYAIOIIMX HOHCEHC-, MUCCEHC-, MHIETI-MY-
TalluM ¥ MyTaumu caiita criaicunra. len COH 1 otBeuaet
3a CMHTe3 Oesika repudepndeckoit Memopanbl VPS13B,
KOTOPBI 00ecneuynBaeT 1eJIOCTHOCTD anmaparta [omaba-
KM, UTPAET CYLIECTBEHHYIO POJIb B PETY/ISILIAN BE3UKY-
JIIPHOTO TPaHCIIOPTa, BHYTPUKIETOYHOU COPTUPOBKU

0eJIKOB M TIMKO3uaupoBaHum [13]. DkcnpeccuOHHBIN
aHaJIM3 MOKa3aj]l MaKCUMAaJIbHbI YPOBEHb 9KCIIPECCUU
VPS13B B HelipoHax Kophl TooBHOro Mo3ra [15]. B akc-
MepUMMEHTaX CHUKEHHasl 9KCIIpeccusl OesiKa IPUBOIUT
K YMEHbIIIEHUIO KOJIMYECTBA HEMPOHOB B KYJIBETYpe KJie-
TOK TUIIIIOKAMIIA, YTO MOXET OObSICHUTD SIUICITUYECKIE
IPUCTYIbl U YMCTBEHHYIO OTCTAJOCTh IPU CUHIPOME
KosHa, a HapyleHUsI IIMKO3UIMPOBAHUS MOTYT SIBJISITh-
Cs1 IPUYMHOM aHOMAJIBHOTO pacIpeleIeHusl MOIKOXKHO-
ro xkwupa [1]. [TopaxkeHue opraHoB 3peHUs (CM. TaOJIUILY)
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Puc. 1. Jucmpogus cemuamku no muny «bbiubeeo enaza» npu cunopome
Kosna
Fig. 1. Bull’s-eye macular dystrophy in patients with Cohen syndrome

BCTpeYaeTCsl y BCEX ONMMCAHHBIX ITAIIMEHTOB C CUHIPOMOM
Kosna. Muonus u riporpeccupyloniast TurMeHTHas peTh-
HOMAaTHUsI — caMble YacThIe INIa3HbIe aHOMaINK. Muomnmus,
Kak IIpaBWIO, pa3BUBACTCS B BO3pacTe OT 5 JIET U CO Bpe-
MEHEM JIOCTUTAET BBICOKOI cTerieHH (0oJiee 7 TUONITPHin)
[4]. Hapylrenue amantaiyy K TEeMHOTe, HOUHas CJIeTIoTa
(HUKTAJIOITMST) YaIlle BCETO PeTUCTPUPYIOTCS ITOCe 7 JIeT.
Kpome TOor0, BO3MOXHO pa3BUTHE TaKUX HapYIICHUN,
KaK TUCTpOGUS CeTIATKH, KaTapaKTa, IeCTPYKIIUS CTe-
KJIOBHIHOTO TeJIa, aTpodust 3pUTeJIbBHOTO HEpBa, aCTUTMa-
TH3M, KOJJOOOMa paayKKu, BPOKIEHHbBIN NTO3 Beka [16].
Juctpodus ceTyaTKy 3aMeTHO IMTPOTPECCUPYET IO CTEIIe-
HU TSDKECTH C TeUCHUEM BPeMEHH, Y MHOTHUX ITAIlUeHTOB
pa3BUBACTCS MaKyJIOIIATHSI, HATIOMUHAIOIIAs ObIYMIA I1a3
(puc. 1) [9].

IMopaxenue LTHC nipu cungpome Kosna Hanbo-
Jiee 4acTo TpeacTaBiIeHO MUKpoledanueit, 3aaepxKKoi
TICUXWYECKOTO 1 peueBOro pa3Butus. s O0JbITMHCTBA
MalMEHTOB CTapllle 5 JIeT XapaKTepHa 3JIEKTpo3H1Iehalio-
rpamMma 6e3 IMIPU3HAKOB AMIICHTU()OPMHON aKTUBHOCTH,
OIHAKO BO3MOXKHO Pa3BUTHE SIIJICIICHH, TPEOYIOIIeit Ha-
3HAYEeHMST aHTUANMIIENITHYeCKOM Tepanuu [8]. ITpu mipo-
BEeIEHUU MarHUTHO-pe30HaHCHOM ToMmorpacdun (MPT)
Yy 9acTU OOJIbHBIX BBISIBJICHO YBEJIMYCHHUE Pa3MEPOB MO-
30JIUCTOrO Tena [6].

YV mnapeHueB ¢ cuHapoMoM KosHa 4acTo BO3HUKA-
10T TIPOOJIEMBI ¢ KOPMJICHHUEM U IBIXaHWEM B IIEPBBIC THU
KW3HU, BEPOSITHO, CBSI3aHHBIE C MBIILICYHON TMIIOTOHUEH,
KOTOpasi IPUCYTCTBYET Yy BCeX AeTeil B Bo3pacTe 1o 1 roma
U, TIO-BUIAMMOMY, CO BpeMEHEM perpeccupyeT He3aBUCH-
MO OT IPOBOAMMOTO JieUeHUsI. MeXaHW3M MBIIICYHOMN TH-
ITOTOHUY HEM3BECTEH, OMHAKO MPEeIIIojaraeTcs, 4To OHa
aBiseTcs caencteueM nopaxenus LTHC [6].

YepernHo-IUIIeBbIe aHOMAJIUU OOBIYHO BKIIIOYAIOT
TOJICTBIE BOJIOCHI Ha TOJIOBE U OPOBSIX, IBIIIHBIC JUIMHHBIC
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PECHUIIBI, KOCHIE IIa3HbIe Iean (MUHIOAJICBUIHbIC IIa-
3a), KOCOIJIa3ue, 3aKpyIJIeHHBI KOHYMK Hoca (HOC B BU-
JIe KJII0BA), TJIAAKYIO I YKOPOYCHHYIO 00J1aCTh MEXIY
HOCOM U BepxHel ryooil (YKOpOYeHHBIN (PUIIBTPYM), TH-
TOTUTA3MIO BepXHEH YeTIOCTH U MAKPOIECHTHIO IIEHTPAIb-
HBIX 3y00B. CodyeTaHue MOCIeTHNUX 3 MPU3HAKOB HEPEIKO
IPUBOAUT K IIPUOTKPHITAIO pTa, HECMOTPS Ha ITOJIHOE
CMBIKaHUe yemocTeii [4, 14]. BepxHue u HIDKHUE KOHEY -
HOCTH Y IMaIlMeHTOB ¢ cuHApoMoM KosHa, Kak mmpaBuo,
y3KHe, HETIPOIIOPIIMOHAIBHO JUIMHHEIE, TaJIbIIbl KUCTEH
ToHKHE. OTMEYarOTCsI TUIIEPIIOABIKHOCTD CYCTaBOB PYK,
HOT, CaHJaJICBUIHAS IIe/Ib HA CTOIIAaX, IOIepeYHast Ja-
IOHHas ckianka. [Tocie mojsoBoro co3peBaHUs Y HEKO-
TOPBIX IeTeil pa3BuBaeTcs Kudockonuno3s [7]. [Tomumo
3TOTO0, BO BpeMsI ITydepTaTa y IMalreHTOB CKauyKoo0pa3HO
HapacTaeT Macca TeJla U pa3BUBAeTCs XapaKTepHOE Ty-
noBuiiHoe oxupenue [12]. [TopaxkeHue KoxXu B LIETOM
He XapaKTepHO Wit cuHapoMa KosHa, omHaKo KOMaHIOM
JIEpPMAaTOJIOTOB OIMCAHBI 2 MallMeHTa C JAHHBIM CUHIPO-
MOM, Y KOTOPBIX HabMoganuch nudy3Hble TUIIEPITUT-
MEHTUPOBaHHBIE IISITHA Ha KOXe 1o TUHUAM biamko [3].

W3 nabopaTopHBIX ITOKa3aTeseil 4acTo OTMEYAIOT Hell-
TponeHuio (6osee 70 %), Koropasi IPUBOAUT K YaCTbIM
PELIMANBUPYIOIINM MH(PEKIIMOHHBIM 3a001eBaHusAM [5].
CunnpoM KosHa ycTaHaBimMBaeTcss Ha OCHOBaHUM KJIMHU-
YeCKUX MPOSIBIICHU, HO €IUHBIX JTUATHOCTUICCKUX KPH-
TEepHEB Ha CETOMHSIIHUIM IeHb He CyIIecTByeT. Ecim kim-
HUYECKIE OCOOCHHOCTH SIBJISIIOTCSI HEYOCIUTEIbHBIMU,
naeHTU (UKL OMaJUIeTbHBIX ITATOTEHHBIX BApUAaHTOB
B reHe COH I ipy MOJIEKYJISIPHO-TEHETUYECKOM TECTUPO-
BaHUU MoaTBepKAaeT nuarHo3 [18]. duddepenunanpHas
IrarHocTuka cuHapoMa KosHa mpoBoguTcst ¢ CMHIPO-
mamu [panepa—Bunnu, bapae—bumnsa, Anbcrpema, AH-
renbMaHa, Mapdana, Cotoca, a TakKe ¢ Helipoduopoma-
TO30M, CHUHIPOMOM KOIIIaYbheTO KPHKA.

OO1iee cocTOSTHUE 3I0POBbS MAIMEHTOB, KaK Ipa-
BWJIO, XOpoIIliee, ¥, HECMOTPS Ha TO YTO Y OOJIBIIIMHCTBA
M3 HUX UMEETCS] HEUTPOIICHUS M €CTh PUCK PA3BUTHSI TsI-
JKeJIbIX MH(MEKIINI, TOCITUTATU3ALNY IIPOMCXOIST PEIKO.
[MammeHTH MOTYT XUTh IOMA WK B CIIEIIMAIbHBIX YIpe-
KICHUSIX, HO BO B3pOCIIOM BO3pacTe OHM OYIYT HY>KIaThCST
B HaJ30pe ¥ MOMOIIU B OBITY. YUTO KacaeTcst ITUTETLHOCTH
WX XXM3HU, HAa CETOMHSIIHUI IeHh HEU3BECTHO HU OTHOTO
clIy4yasli paHHEU CMepTH.

IIpencraBnsgeM KIMHUYeCKUI cirydaii cuaapoMa Koa-
Ha ¢ HeOJIarOIPHUSATHBIM TEUYCHHEM Y IEBOYKH 2 JICT.

KnunuyecKuii cnyyaii

Ilayuenmra A., 2 rem, 6 Hosope 2016 2. enepgvie KoH-
CYAbMUPOBAHA HEBPON02OM HEBPOAOSUECK020 YeHmpa YHu-
eepcumemckoil kaunuku (HI[ YK) ¢ scarobamu (co croe
podumeneii) Ha Hacmole NOOEPUBAHUS MbLULY, KOHEYHOCMET
U mya08uua 8 nepuod 600pCmMeo8anus ¢ nadeHuem npu Ha-
PyuleHuU pasHogecusi; exceOHesHbvle (ebpuivhble U aghe-
OpunbHble MOHUKO-KAOHUYECKUE NPUCIYNbL 8apUABebHOl
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Puc. 2. I[Topascenue koxcu u myaoguugnoiit mun oxcupenus y 2-remueti nayuenmiu A. ¢ cunopomom Kosna. Domoepaghuu cdesanvr asmopamu, o0sscHerue

6 mekcme

Fig. 2. Skin lesions and central obesity in a 2-year-old female patient with Cohen syndrome. Photos were taken by the authors; explanations are provided in

the text

Npo00ANCUMENbHOCU C HAPACMAHUEM 4aCMOmbl U OAU-
meabHOCMU 8 MeYeHUe NocAeOHux noaymopa aem 0o 20—
30 mun (c mendeHyuell K CMamycHOMY MeYeHUr); npucmy-
nbl ¢ KPAMKOBPeMeHHbIM HapyuieHueM KOHmakma pebeHKka
C OKpyJCcarnwumu U 3a8edeHuem enas eepx; ougdgysnywo
MbLULEYHYIO 2UNOMOHUIO ¢ NOWAMbleaHUeM Npu xodvoe
U NpU 8ePMUKANUZAYUL, XOMS 0e60YKA MONCEM CAMOCHO-
AMeNbHO cadumucs, 6CMasamv u xo0ums, Heepyoyio 3adep-
JCKY peuegoeo pazgumusi; noseaeHue 3ampyoHeHus ovixa-
HUA 60 8pemsi nPoOYJCcOeHUs Om HOYHO20 cHa. M3 anamHuesa:
desouka (npoband) — 2-il pebeHok y mamepu, podcoeHa
om 2-e0 bpaka, umeem cmapuiyro cecmpy (cubca) om 1-eo
opaka mamepu, KauHuvecku 30oposyro (18 aem). Cubc umeem
nAmMHa eunepnueMenmayuy Ha Kosce ¢ poycoerus. IIpobano
pooicdena 6 so3pacme mamepu 36 nrem, meueHue bepemeHHO-
cmu 6e3 ocobennocmeil. Podopaspewenue nymem kecapesa
ceueHus Ha cpoke eecmayuu 39 Hed no NOKA3AHUAM CO CHO-
ponvt mamepu. flo 5 mec pazeusanacs no ospacmy, nocie
8aKyuHAUUY adcopoupo8anHoil KOKAHUWHO-0UGmMepuiiHo-
CMOAOHAMHOU 8AKUUHOU Yepe3 HECKOAbKO OHell HeOOHOKPam-
HO ommeuanoce ygeauuerue memnepamypsi meaa 0o 37,2 °C
¢ pazeumuem eHepatu308aHHo20 Cy00POINCHO20 NPUCMYNA
obe3 anHo3 npodoaxcumensrocmoro om 5 do 10 mun. Ilocne no-
8MOPHO20 NPUCTIYNA, BEPUPDUUUPOBAHHO20 (PeabOUEPOM CKO-
DOl MeOUUUHCKOL NOMOWU, 20CNUMAAUZUPOBAHA 8 omdee-
Hule peanumayuy U UHMeHCUBHOU mepaniiu neduampu4ecKoeo
CIMAYUOHAPA, HO HA 2-e CYMKU 20CNUMANU3ayuu nepeedena
6 uHgheKyuoHHOe omadenerue, 20e nNoAY4ANad AHMUOUOMUKOMe-
DAnur, UMMYHOMOOYAUPYIOULYIO MEPANUI, AHMURUPEMUKU.
[locae svinucku U3z cmayuoHapa npucmynsl peyuousuposa-
AU, HeCMOMPSL HA NPUEeM AGHMUKOHEYAbCAHMO08 (8abnpoam,).
B c653u ¢ peyudusupyrowum xapaKmepom nPUCHYRO8 MeHsl-
1aCh AHMUSNUACNINUMECKAsL MEPAnUs OO KOHMPOAEM He8PO-
A0ea-3nunenmonoea. B smom sxuce 2ody 6 xode obcredoearnus
6 ycaosusx demckoi 6onvHuybt Dedepanvroeo meouxo-ouo-
noeuyeckoeo acenmcmea Poccuu (e. Mockea) nayuenmrke
enepevle nposedena MPT 201061020 Mo32a, no pe3yrbmamam
KOMOpOii CMpYKMYPHbIX U3MeHeHUll He 8bieaeH0. YXyouleHue

cocmosHUs 0eeoyKu podumenu ommexanu ¢ ageycma 2016 e.
6 sude yuaueHus npucmynog 0o 1 pasa 6 2 neo ¢ yseauuenuem
ux npodoaxcumenvrHocmu 0o 30 mun u bonee, kKax edpunsb-
HbIX, MAK U agheOpPUAbHbIX, ¢ YaCMbIMU 8620eHUIMU PACMEOPA
duazenama eHympumbviuieuro. llayuenmra KoHCyabmuposana
2eHemukom KpacHosapckoeo meduro-eenemu4eckoeo yeHmpa,
3an00o03peH Helipogubpomamos 1-eo muna 6 cés3u ¢ HaIu4u-
em y pebeHKa Ha Kodice NPpasoil Hoeu U 5200ule nsmeH eunep-
nueMeHmayuuy.

IIpu ocmompe: cocmosinue pebenka yooesemeopumens-
Hoe, 0eeouKa CHOKOUHA, A10003HAMEeAbHA, UHMeDeCYem s
uepyurkamu. Iloxooka Heycmoiuueas, packauuearnuasics,
6 NOA0JNCEHUU CMOsI NOKAYUBACMCS, UCHOAb3Yem O0NOAHU-
menbHble MOYKU ONOPbL, ORUPASCH PYKAMU 00 OKPYJicaloujue
npedmemvl, NOACHUYHDLU A0PO03 YCUACH, HECKOABKO GbICHY-
narowuii eneped xcugom. Jlenewem, Ho peud He6HAMHAS
u3-3a duzapmpuu. Ha koxce reeoeo bedpa umeemcs KpynHoe
NAMHO eUnepnuUeMeHmayu ¢ YemKUMU HepoSHbIMU KDASMU
pazmepom 17 x 8 cm, Ha Kodice 1e60il eoneHU U 1200Ulbl —
2 MeaKux namua makoeo Jce xapakmepa pazmepom 1,0 x
0,7cmu 0,5 x 0,7 cm, Ha nepedHeii OprowHOU cmeHKe — edu-
HUYHOe KPYNHOe OenueMeHmupo8anHoe NAmHo ¢ HeUemKUMU
HeposHbIMU Kpasmu pazmepom 15 % 9 cm (puc. 2).

Tunepmenopusm, Obixanue yepe3 NPUOMKPLIMbLIL pom,
HUNCHASL HeAIOCMb 8 6ePMUKANLHOM U 20PU3OHMAAbHOM NO-
A0CeHUU pebeHKa caeeka omeucaem, HapyuieHue pocma
3y606 ¢ duacmemamu, Kpynuvle nepednue pesynl, Heepyoas
00ym.A08amMoCcms AulYa 6e3 4emKoeo eapeourusma. 3a moao-
moukom caedum, HedosedeHuUe 21a3 88epx, NeeKds acuMme-
MpUs 2nA3HbIX Weaell 3a cuem yMeHvuenus creea. Huxcuss
Auyesas dunaeeusi, pOm NPUOMKPbIM, MACKOe HEOO U A3bIK
2UNOMOHUYHYL, 210MOUHbLe PeACKCbl CHUMNCEHbL ¢ 00eux
cmopoH. Muonamonodobnas noxooka, mMoluie4Hblil MOHYC
2UNOMOHUYHDBLIL 6 MbIUYAX KOHEYHOCMEl U aKCUAAbHOU MY-
cKynamype, Mulule4Has cuaa Heepyoo oughgy3Ho cHudceHa,
NpeuUMyuecmeeHHo Ha yposHe OUCMANbHBIX OMOeN08 8ePXHUX
U HUMICHUX KoHeuHocmell. Pegaekcol ¢ éepxHux KoHeunocmei
CHUDICEHDL, AXUAN08bL HECKOAbKO NOGbLUUEHDL ¢ 00eUX CIOPOH.



IETCKOM
HEBPOAOT UM

Ptz

I
el
i

ARE i

s

R

’-II-'. .I

Puc. 3. Daexmpoonyepanoepamma 2-nemueii nayuenmku A. ¢ cunopomom Koosna
Fig. 3. Electroencephalogram of a 2-year-old female patient with Cohen syndrome

[loxodka Heycmoiiuugas uz-3a mwviueuroii eunomonuu. Pac-
CmMpoiicme 4yecmeumenbHoCmu He gblsiéneo. Menuneeans-
HbIX 3HAKO8 Hem.

Buvicoxopaspewarowas MPT 201061020 Mo3ea: xapakmep-
HbIX NPU3HAK08 Helipoghudbpomamosa 1-eo muna He 6bls81€HO.

Inekmposnyegpanoepagus: 3ape2ucmpuposan nammepH
Jughghy3noil nuk-60an080i akmusHocmu (puc. 3).

Ixoxapouoepagus: donosHumenvHas xopoa 8 nosocmu
n1e60e0 dcenydouka, mpuxkycnuoanvras pecypeumauus I cme-
neHu, pecypeumayus Ha KAanaue 1e204H020 CMeoaa NPUKAA-
NAaHHAs, NAMOA02UMECKUX NOMOKO8 He 3apecUcmpUpo8aHo.

[llayuenmka u ee podumenu 0onOAHUMENbHO NPOKOH-
CYAbMUPOBAHBL HO NPOMOKOAY HACAEOCMBEHHbIX HEUPOOKY-
AOKOJCHBIX cuHOpomos ogpmanvmonoeom HI[ VK. Obsex-
mueHo oba enaza: gexu 6e3 HapyuieHull, Kpas He YMOoAueHbl.
Ilamonoeuueckoeo omdeasemozo nem. Konsronkmuga éek,
2na3Ho20 s610Kka 6aedHo-po3oeas, cnokoinas. Poeosuya
cgepuueckasn npospaunas, baecmauasn. Padyscka 6 yeeme
He usmeHena, be3 Hapyuienuil. Ilepednss kamepa cpeoneii
21yOuUHbl, PABHOMEPHAS, 61a2a NPO3PAUHAsL. 3PAv0K 8 UeH-
mpe, peaKyus HaA c8em JHCUBAs, pAGHOMEPHAs. XpyCmMAanuk
U cmeka08U0Hoe meno npozpaunsie. Inaznoe oo 060ux enas:
duck 3pumenvHo2o Hepea 01edHO-PO308blll, SPAHULbI Yem -
Kue, cocyoucmolil ny4ok 6 yenmpe. Xod u Kaiuop cocydos
He U3MeHeHbl, 8eHbl NOAHOKPOBHble. B makyaaproil obaacmu
u no nepughbepuu b6e3 ouazoe. B xode ogpmansmonoeuneckoeo
ocmompa pooumeneil NAYUeHMKU NAMOA0UU CO CHOPOHbL
2143 He B8bls18/1eHO.

JlonoanumenvHo ocmomperna Koxca pooumeneil. Y omuya
npobanda viseneHbl eOUHUYHbIE NAMHA UNePRUSMEHMAUUL.
Haubonvuiee nammo 8vis61eH0 6 naxogoii obnacmu u 8 obnacmu
MOUWIOHKU, AUHEIIHO20 XapaKmepa, ¢ 30HaMU CGemA0l Koicu
MeHCOy AUHEHHbIMU NAMHAMYU 2UNepnueMeHmayuu, pazmepom
3,0 x 1,7 cm. Ha kooice cnhunbt 6 obaacmu npagoii 10namu
eOJuHUYHOe NAMHO 2UNnepuueMeHmauul, 08albHoU opmbl
C YUemKUMU POBHbIMU SPAHUUAMU, pasmepom 2,5 x 2,0 cm.

Jlannble anamuesa, KAUHUYECK020 uccaedosanus (Hepe-
Has cucmema, Kojca, opeansl 3perus), Helipopaduonoeuye-
ck0eo (MPT) u neiipoguzuonoeuueckoeo (6udeosnexmposs-
yeghanoepaghuueckuii MOHUMOPUHZ) UCCACO0BAHULL NO380AUNU
YCOMHUMbCS 8 NPABOMOHHOCMU JUuaeHo3a Helipoghubpoma-
mo3a 1-20 muna u nOCAYICUAU NOKA3AHUEM K NPOBEOCHUIO
I HK-0uaenocmuku (cexeeruposanue 3K30ma), Komopas
ovlra evinonnena 6 nabopamopuu «lenomed» (e. Mockea).
3abop kposu Ha uccaedosatnue Obi1 ocyuecmenern 15.12.2016,
pesyromamsl uccaedosanus npedcmagnerst 01.05.2017.
Ilo dannvim JTHK-0uaenocmuku y 0egouku ymouHeH Kau-
Huveckuil 0uaesHo3 NUNeNcUl, KOMopas 8 HACMOsUeM
KAUHUYECKOM Cayyae umeem NOAUSEeHHYIH) SMU0A0UI0 U 00-
yeaoaaena mymauueii 2ena SCN 1B na xpomocome 19 (pannss
Maadenyeckas snusenmuteckas dHyegaronamus, mun 52,
OMIM: 617350), a maxkuce eena COHI na xpomocome 8
(cundpom Kosna, OMIM: 216 550), umo sieasemcs omseoua-
rowum gpakmopom u 00sscHAem hapmMaKope3ucmeHmHoCcms
anunencuu y nayuenmiu. JJug@yznas mvluleuHas eUnomonus
makice A6451mMcs XapaKmepHoiM CUMRIMOMOM 0451 000UX 8bl-
SABAEHHBIX MOHO2EHHBIX 30001e6aHULL Y pebeHKa U 00ssiCHAem
pazsumue MUOnamono0ooHo2o cunopoma. Buisenrennas my-
mauus eena SCN 1B na xpomocome 19 ne moavko npueodum
K HecmabuabHoCcmMU 8030y0UMOCMU MeMOPAHbL HEUPOHOE,
YUMo cAyHCUM NPUHUHOU GeOPUNbHBIX U ApeOPUNbHbIX INU-
Aenmu4ecKux NPUCmynog y pebenKka, Ho U 645emcs npu4i-
HOUl HecmaobuabHOCMU 8030Y0UMOCMU KAeMOK npogodsiujell
cucmembl cepoua, 6KAO4AS ceMelHyr ubpuIayuo nped-
cepouii u cundpom bpyeaoa. B cés3u ¢ smum npu noemopHoi
rxoncynomayuu 6 HI[ YK donoanumenvro ymouter cemeiinnlil
AHaMHe3 NAYUeHMKU N0 HAPYULeHUIO DUMMA cepoya U cay4a-
AM 6HE3AaNHOU cMepmu 8 pO00CA0BHOII.

Babywra npobanda no omyoeckoii AuHUU yMepaa 8 803-
pacme 50 nem, cmpadana caxapuovim duabemom 2-20 muna,
HO yMepaa eHe3anHo; umena 4 demeil, podscoeHHbIX OM Pa3HbIX
myxcuun. Y ee cmapuieii douepu (41-remueii memu npobanoa
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7 — BepoATHOE HoCUTeNbCTBO MyTaLum reHa SNCTB/probable carrier of the SNCTB gene mutation
I — 0cMoTpeHa HeBpoNoroM 1 0§TanbMOOrOM HEBPONOTUYECKOTO LieHTPa YHUBEPCUTETCKON
KIWHUKI/ examined by a neurologist and an ophthalmologist of the Neurological Center at the
University Clinic

@ - wmnpom Koswa/Cohen syndrome
@ - cemeiinan ubpunnauwa npeacepawit/familial atrial fibrillation
_~® — npobana/proband

Puc. 4. Cxema podocaosroii npobanda (nauuenmxu A., 2 1em) ¢ cuHOpomom
Kosna

Fig. 4. Pedigree chart of the proband (2-year-old female patient) with Cohen
syndrome

10 OMUYOBCKOU AUHUU, cCIapuleli cecmpbl omya npoobanoa)
omMmeuaemcst HeymouHeHHoe 3a00aeeanue cepoya; oHa umeem
1 coina 23 nem. Omey npobanoa, docmynHblil 015 0ocMompa
8 38 aem npu nepeuunoii koncyromayuu ¢ HI[ YK, — 2-i
DpebeHoK 6 cembe, no2ub 6 00POICHO-MPAHCHOPIMHOM NPOUC-
wecmeuu npu HeymouHeHHbIX 00CMOAMenbCMeax 6 803pacme
39 nem 6 nepuoo odxcudanus pezyasmamos I HK-ouaznocmu-
Ku ceoeii douepu. Co croé mamepu npobaunoa, npu aymon-
CUlU y Heeo OmMMe4eHa GbiPANCEHHAs SUNOMOHUS MUOKApPOa:
npu 836euuanull cepoye 6bl10 pacniacmaHHbiM Ha 6ecax,
Xoms GUOUMBIX NOBPeNCOeHULl He OmMeHeHO (Pe3yabmanmbl
2UCMOA0UMECK020 UCCACO08AHUS MUOKAPOA He npedcmasie-
Hot). Maadwuii bpam omua npobanoa — 3-ii pebeHoK 6 cembe,
BHE3ANHO NO2UD 8 DOPOICHO-MPAHCHOPIMHOM NPOUCULECTNEUU
npu HeymoUHeHHbIX 00CmOosmenscmeax 6 eospacme 33 aem;
umeem 10-remueeo coina. Maadwas cecmpa omua npobar-
da — 4-ii pebeHok 6 cembve, 6 Hacmosujee epems eil 27 aem,
KAuHu4ecku 30oposa, umeem 2 cvinogeil (2 u 6 sem), po-
HCOeHHBIX OM PA3HBIX 0MY08. Bce uaenvl podocaoernoii panee
¥ Kapouoaoea-apummonoea He Habao0aiuch, MOHUMOPUpPo-
sanue anekmpoxapouoepaguu no Xoamepy He npoeoouaocs.
Cxema podocaoeHoil npedcmasnena Ha puc. 4.

00cy#aeHue

TakxuMm obOpa3zoM, mpeacTaBIEeHHbIA KIMHUYECKUN
ClIly4ail SIBISICTCSI YHUKAJBHBIM, IOCKOJIBKY HpOOaHm
(2-netHsIg JeBOYKa ¢ (hapMaKOPE3MCTEHTHOM SMUJIETICUEH
¢ ¢peOpMIIbHBIMU U aPeOPUIBLHBIMY TTPUCTYITAMU U TUd-
(y3HOIT MBIIIIEYHOI TMIIOTOHUEN ) UMEET 2 MOHOT€HHBIX

3a00J1€BaHUS, YTO PAHEE HE OMUCHIBATIOCH B TOCTYITHOM
OTE€4YeCTBEHHOM U 3apyOexxHol autepatype. Kpome To-
ro, oopaiaet Ha ce0s BHUMaHKWe BecbMa BapuabesIbHbIM
KJIMHUYECKUI (PEHOTUIT MOHOTEHHBIX 3a00JIeBaHMIi, Ha-
clieayeMbIX OT oTLa nmpobaHaa. Tak, 6a0yllika, oTel v Asast
npob6aH1a, BBICOKOBEPOSITHO SIBJISIIOLIMECS] HOCUTEISIMU
myTtauuu reHa SCN 1B, He uMeln STTUJIENTUISCKUX TTPU-
CTYIIOB, OJJHAKO ITOrM0JI1 OT BHE3aITHOM CepAeYHOI cMep-
™. OTell TTpobaHaa TakKe, BEPOSITHO, UMeJT OoJiee MsIT-
Koe TeyeHre cuHapoma KosHa no cpaBHEHUIO C TAKOBbIM
y cBoeli mouepu (mpobaHma). MiMess HerpyOble 4eatoCT-
HO-JIMLI€Bble aHOMAJINUU, TYJOBUILIHBIUA TUIT OXKUPEHUS
U MOpaXXeHUE KOXU, HO HE UMeSI KITMHUYECKN 3HAYUMMOM
MBILIEYHOM TUTTIOTOHUM CKEJIETHON MYCKYJIaTyphl 1 ITopa-
KEHUsI OPTaHOB 3pEHUSI, MY>KUMHA PETYJISIPHO MPOXOIUIT
MEIULIMHCKUIA OCMOTpP, MOCKOJIbKY HA MOMEHT MEPBUY-
Hoii KoHcynbsrauuu B HI YK siBisiicst BoeHHOCTyKaIlM.

BoisiBieHHas1 y mpo0aH1a IaToJI0rusl XapaKTepu3yeTcst
TSKEJIBIM T€YEHUEM U TpeOYeT KOMIUIEKCHOIO MOAX0/a
K Tepaluu U IMHAMUYECKOMY HAOJIIOJEHUIO MYJIbTU-
NUCHUIUIMHAPHOM OpUraaoil cneuuaanucToB, BKIIOYas
HEBPOJIOTa-3IIJICTITOJIOra, O(pTaIbMOJIOTa, SHIOKPUHO-
Jlora, KapauoJjora-apuTMoJsora, opTorena, reMaroJora,
JIepMarosiora, OTOPUHOJIAPUHIOJIOTA. YUUThIBAs KIIMHUYE-
cKuit nonmuMopdu3M cuHapoma KosHa, KOTophlii Hepeako
3aTPYAHSET €T0 AUArHOCTHUKY, JJ1S1 YTOUHEHUS CEMEMHOro
XapakTepa repenadu 3a00JeBaHMsI BCEM POACTBEHHUKAM
TpYyHIlbl pUCKa HEOOXOIUMO AOIMOJHUTEIBHO IMPOBECTU
MOJIEKYJIIPHO-TEHETUUECKOe UCCaeqoBaHne (METOIOM
MIPSIMOTO CEKBEHUPOBAHUS) IIJIS TIOMCKA MYTallU B CO-
otBeTcTBYIoNIeM reHe COH I. Bce 4ieHbl poIOCIOBHOM
TPYIIIBI PUCKA IO CUHIPOMY BHE3AIMTHOM CEpIeYHON CMep-
™ U ux getu (111 moxoneHne) HyKIarOTCs B KOMIUIEKCHOM
00cen0BaHUU Yy KapaAUOJIOra-apuTMOJI0Ta 1 IIPOBEACHUU
JHK-nuarHoCcTUKHY IJ1s1 UICKIIOYEHUSI HOCUTEIbCTBA MY-
tanuii B reHe SCN1B.

BbiBofibl

JduddepeHnnanbHasg TMarHOCTUKA U HaOMIOIeHIE
MalUEHTOB C HEHPOOKYJOKOXHBIMU CUHIPOMAaMHU B T10-
BCEIHEBHOI KJIMHMYECKON MPAKTUKE HEBPOJIOTa, O(PTalIb-
MOJIOTa, IEPMaToJIOra SIBJISIIOTCS CI0KHOM MEXKAMCLMILIN -
HapHOI1 Mpo0JIeMoii, B pellieH1ue KOTOPOIi CyIleCTBEHHbII
BKJIaJl BHOCSIT OBICTPO pa3BMBalONIasICs MEeIULIMHCKAS
TeHEeTHKa U Bce 0oJiee MMPOKOE BHEAPEHUE HOBBIX MO-
JIEKYJSIPHBIX METOJIOB AUAaTHOCTUKY MOHOT€HHBIX 3200-
JIEBAHUU YeJI0BEKa.
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