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Cunnpom Kodpduna—Cupuca (OMIM, 135900) — oueHb peakas HACIEICTBEHHAs MATOJOTHsS, KOTOpas
BriepBbie onucana B 1970 1. G. Coffin u E. Siris. B MeguiuHcKkoi turepaType BCTpe4aeTcsi ONMUCAHUE OKOJIO
50 cayuyaeB cuHApoMa. ABTOPBI NPUBOASAT Cllydail KIMHUYECKU MOATBEpxkAeHHOro cunapoma Kohpuna—
Cupuca y Magpunka 3 et 4 Mec ¢ pe3yinbTaTaMi 0(QTalbMOJIOTHIECKOT0, HEBPOJIOTHIECKOTO, OPTOTeIYe-
CKOT'0, KapINOJIOTHYECKOT0 00CIeI0BaHMs, a TAKXKe JaHHBIMU HHCTpyMeHTanbHO# quarHoctuku (KT, 3BIT).
Cungapom Kodduna—Cupuca BKII0OYa€T MHOKECTBECHHYIO CUCTEMHYIO Harojoruto. Cpenu KIMHHYECKHUX
M3MEHEHHH CO CTOPOHBI OpraHa 3peHUs — MeTallOKOpHea W YacTU4Hast arpodust 3pUTENLHOTO HepBa, IO~
TBepKJIeHHAas nmokaszatenasimu 3BIL.
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Hble, ampo@us 3pumenbHo20 Hepea YacmUuiHas, ONMUu4eckas Hetponamus, mMe2aioKophed, eeHemuieckKue
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Coffin-Siris syndrome is a very rare hereditary disease (OMIM, 135900) that was described for the first time
by G. Coffin and E. Siris in 1970. Only 50 reports of this condition have thus far been published in the medical
literature. The authors report a case of clinically confirmed Coffin-Siris syndrome in a boy aged 3 years and 4
months with the results of ophthalmological, neurological, orthopedic, and cardiological examination as well as
the data of the instrumental studies including computed tomography and evaluation of visual evoked potentials.
It is argued that Coffin-Siris syndrome involves multiple systemic pathology. The clinical manifestations of the
disturbed visual function include megalocornea and partial atrophy of optic nerve confirmed by VEP.
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Cungpom Kodppmna—Cupruca — odeHp penkas
HacnenctBerHas matojorus (OMIM, 135900), munu-
MaJbHBIMH JIMAaTHOCTUYECKUMH TMPU3HAKAMH KOTOPOH
SIBIISIFOTCS TPyObIe YePTHI JIUIA, TIOJTHBIE TYObI, THITOILIA-
3WsI WJIM OTCYTCTBHE V Tajblla WM HOTTEH Ha Majibllax
cron [1—3]. Pexxe BcTpedaeTcs rumoriazusi naljblieB
pyk. K KiIMHHYeCKHM MpOSBICHHUSIM 3TOTO CHHApPOMA
MOYKHO OTHECTH BHYTPHUYTPOOHYIO 33aJ€PKKy Pa3BUTHL
IUI0/Ia, YMCTBEHHYIO OTCTaJIOCTh, YMEPEHHYI WU Ts-
eIy TUITOTOHHIO, HE3HAYUTEIbHYIO0 MUKpoIedauio,
runpouedanuio. Bexymiel, oqHako, SBiIseTcs HEBPOJIO-
ruYeckas CUMITOMAaTHKa (KOTHUTHBHBIE HAPYIICHHS),
a Tak)Ke aJanTHBHBIE M MOBEIECHYECKHE PACCTPOHCTBA
[2]. Cuanpom Brepssie onmcad B 1970 r. G. Coffin n

E. Siris [3]. B MeauIIMHCKON JUTEpaType BCTPEYACTCS
onucaHue okojio 50 ciy4yaeB CUHAPOMA, B OTEUECTBECH-
HOH mpodeCcCHOHANBHON TUTEeparype, Kacarolencs Ha-
CJIEJICTBEHHBIX 3a00JIeBaHUII T1a3, OMMCAaHNE CHHIIpOMa
HaMu He HaiJeHo [4, 5].

Jduna cunpgpoma Kodduna—Cupuca xapakTepHbI
MPU3HAKU BPOXKIECHHOM IUCIIA3UM COEOUHUTEbHOU
TKaHHU, O YeM CBHJICTEIIbCTBYIOT «Pa300JITAHHOCTb)» CY-
CTaBOB, MOJIBBIBUX JIyYEBOW KOCTHU B JJOKTEBOM CYyCTaBe,
KOPOTKasi TPYJAHHA, KOPOTKHE MPEIIUICUYbs, aHOMAaJIUU
IM0O3BOHOYHUKA, BajbryCcHas nedopManus MIeHKn Oe-
IpeHHOW KocTH (coxa valga), TWITOTUTa3usl HAIKOJICH-
HUKOB, MPU3HAKH YEIIOCTHO-IUIICBOTO AM3MOpdu3Ma:
pacmenuHa HeOa, MpeaypHUKyIsIPHBIE BBIPOCTHI, THIIO-

st kouTakTOB: 30nbHUK06a Mnna Bradumuposna (Zolnikova Inna Vladimirovna), e-mail: innzolnikova@hotmail.com
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Puc. 1. Buemnnii Bun nanuenTa ¢ cuaapomom Kodhduaa—
Cupuca.

tenopusM [3, 4]. K nposiBieHusiM 1TaHHOTO CHUHApPOMA
OTHOCSATCSI PEIKHE BOJOCHl HA TOJOBE B COYCTAHUH C
TeHEPATN30BAHHBIM TUPCYTU3MOM, KPUITOPXU3M, IH-
TyuTapHas rumnorasus [6]. Bo3aMoXHO HaTu4#ue reMaH-
THOM PAa3JIMYHOM JIOKAJU3alUU, BPOXKIECHHBIX TOPOKOB
cep/ua, racTPOMHTECTHHAIBHOW MalbhopMmalu, pe-
TPOTIEPUTOHECATHHOW HEHPOOIACTOMBI. BaskHBIMU KITH-
HAYECKUMU TPU3HAKAMHU CHHIPOMA SIBIISTIOTCSI IPOSIBIIC-
HUS CO CTOPOHBI 3pUTEIHHOTO anmnapara. K HuM MOXKHO
OTHECTH MTO3, TOPU3OHTAIBHYIO TNIA3HYIO MIEh, ILIO-
CKHE HaATTa3HUYHbIC OYTH, TPEYTOJbHbIE OPOBH, THUIIO-
TenopusM [5].

Cunnpom Kopdura—Cuprca MOKET HacCIeI0BATh-
Csl KaK ayTOCOMHO-JIOMHHAHTHO, TaK M ayTOCOMHO-pe-
neccuBHO. DEHOTHIT CHHApOMA WU CXOXKHX C HUM
CHHIPOMOB MOXXET BO3HHMKATH MPH MYTAlUAX B T€HAX
komruiekca SWI/SNF, ygacTBytomiero B peryasiuuu gep-
MeHTanuu caxaposbsl: SMARCA2 (9p24.3), SMARCA4
(19p13.2), SMARCBI1 (22qll), ARIDIA (1p35.3),
ARIDIB (6q25). CooTHOIIEHHE TTOJIOB: JI€BOYKH/MaIIb-
qukn = 4/1.

Puc. 2. Jledopmarus TpyqHOH KICTKH Y peOCHKA C CHHIPO-
MoM Kopduna—Cupuca.

Hamm obGcnenoBaH manmeHT — MalbdUK B BO3PAcTe
3 ner 4 Mec ¢ KIMHUYECKU NOATBEPKIECHHBIM CHUHIPO-
MoM Kodduna—Cupuca, mpearnonokKuTeNbHO € ayTo-
COMHO-PELIECCUBHBIM THIIOM HACJIEOBaHMU.

PeOeHOK OT MaTepu C OTAIOIICHHBIM AaKyIICPCKHM
aHamHe30M, oT VI OepeMeHHOCTH, MPOTEeKaBIIeH ¢ aHe-
MUeH, yrpo3amu mpepelBaHuss B 1 u 3 Tpumecrpax,
KpoBoTeueHueM Ha 28-ii Hexaene. Poawl mepBble, mpe-
JKIEBPEMEHHbIE HA 36-i Hezele, ONEpATUBHBIE B CBS3U
C IOJIHBIM TpeAsieKaHUeM IUTAlEHThl 1 KPOBOTCUCHHUEM.
Macca tena nipu poxaenun 2710 1, nmuHa 46 cMm. Anrap
7/8 GannoB. B panHeMm nepuone aganTanuu OTMEYaCs
cunapoM yraerenust IIHC, ocTpblil oTeuHbli CHHIpOM.
W3 ponmoma pebeHoOk ObIT TiepeBe/ieH B OT/AEIEeHHUE T1a-
TOJIOTMH HOBOPOXKJCHHBIX C JAWArHO30M: «BposkaeHHBIH
MOPOK cepAna, AeeKT MEKIPEACEPIHON MepPeropoIKu
7 MM. AHeBpU3Ma MEXIpencepaHou meperopoaku. OT-
KPBITOE OBAJILHOE OKHO 2 MM, HEOCTaTOYHOCTb KPOBO-
obpatenust — 1. BHyTpmxeIynoukoBoe KPOBOU3IUSHHIE
| crenenn, cuHApOM BereTaTMBHOM auchyHkuuu. Kons-
IOTallMOHHAS JKENTYyXa».

4]

i

Puc. 3. I'masnoe aHO mpasoro (a) u neBoro (0) ma3 pedenka ¢ cuaapomom Koddruna—Cuprca: 9eTko BUIHA SKCKABAIHS TUCKOB

3PUTCIILHOT'O HEPBA 00oux ras.
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Puc. 4. Yepenuennsie kpusble 3BKII Ha BenblIKy IpaBoro u JieBoro mas3. Ha mpaBoM mia3y y/UIMHEHHAs TaTEHTHOCTb KOMIIO-
nenrta P2 3BII Ha Bempimky coctasnseT 125 mc. Ha neBom mimasy matentHocts P2 3BII Taxoke yuimHeHHas u cocTaBnseT 131 mc.
[Toxa3zarenu aMIIUTYAbI KOMIIOHEHTa P2 cOOTBETCTBYIOT BO3pAaCTHOI HOpMe.

Ha 3-M mecsne kU3HM BpauOM-HEBPOJIOTOM TOCTaB-
neH auarno3: «llepeOpanpHblid mapanud, cnacTudeckas
TUIIIETHS,, ATOHWYECKO-aCTEeHHYECKHH CHHAPOM, 3a-
JIepKKa TICUXOPEYeBOTO M MOTOPHOTO pas3BHUTHs». Pe-
OCHOK TOJIOBY Haual AEp:KaTh C 4-X MECSIEB, CUACTH C
9 mecsines, xoquTh ¢ 1 roga 10 mec. Y ManbunKa BBISIB-
JICHBI MHOKECTBEHHBIE HAPYIICHUS IPAKTHUECKH BO BCEX
CUCTEMax OPraHoB.

PebeHOK HEOTHOKPATHO OBII OCMOTpPEH OpPTOIENIOM,
y KOTOpOTO HaOIIOmajcs MO TOBOAY BPOXIEHHOH Ivic-
IUTa3UH COSAMHUTENBHON TKaHU. BBISIBIICHBI YKOpOUYCHUE
TPYAHOHN KIETKU W AUCIUIA3Hs Ta300€ApEHHBIX CYyCTaBOB
Y SKBUHABAJIbI'yCHAsl yCTAaHOBKA CTOII.

OO6Hapy>XeHbl PEHTTEHOJOTUYECKIE TPU3HAKU BaJlb-
rycHOW nedopmaruu meikn OeApEeHHON KOCTH: siapa
OKOCTEHEHHs TOJOBKH Oe/ipa yMEHBIIEHBI B pa3Mepax;
CIpaBa TOJIOBKa Oepa HAXOMUTCS Y Kpas BEPTIY)KHOM
BITa/IWHEI.

YTOUHEHHBIH JUar”Ho3 kapauoiora: «BpoxkaeHHbIH
MOPOK cepana: AedeKT MEKIPEICEPIHON MeperopoaKu
5—6 MM, HEJIOCTaTOYHOCTh KpoBooOpaienus — 0. Pe-
3yJABTATHI AIIEKTPOKAPANOTPAPUUECKOTO MCCIICIOBAHUS
MOKa3aJ I MUTPAIMIO BOAWTENS PUTMa IO TIPEACepan-
SIM, TaXUKapauI0; BEPTUKAIBHOE ITOJIOKEHHUE DIEKTPH-
YeCKO OCH cep/iIia; HEeMOJIHYI0 OJI0Kay MpaBoi HOXKKHU
nyuka ['ucay.

B Bospacte 1 roga 3 Mec ObLJIO MPOBEICHO ITUTOTE-
HETHUYECKOE HCCIIEOBAHNE, ONpEAeNeH HOPMaIbHbBIN
kapuotun 46,XY, Mo uToram KOTOPOro XpOMOCOMHas
MaToJIOTHs y MaJlkdHKa MckimoueHa. [Ipu ncenenoBanum
[IMKO3aMUHOTVIMKAHOB B MOYE MPHU3HAKOB MYKOITOJIHCA-
XapUI030B HE 0OHAPYIKEHO.

ITo 1aHHBIM PEHTI€HOBCKOM KOMIIBIOTEPHOI TOMOTpa-
¢uu romoBHoro mosra ot 15.04.2011, ouaroBbIx u3MeHe-
HUH B TOJJOBHOM MO3I'€ HE BBISBIICHO.

[Ipn ocmoTpe mamumeHTa HaMH OTMEUYEHO HaJM4YHe
Takux mpu3HakoB cuHApoMma Kodduua—Cupuca, kax
rpyOBIe 4epThI JINIA, ONHBIE TYOBI, THPCYTH3M, THIIOTE-
nopu3M, MeranoxkopHea (puc. 1). Bersisnena nedopmanns
TPYAHOH KIETKU — YKOPOUCHUE IPYAUHEI (puUc. 2), a Tak-
e JIMCIUIa3us Ta300ePeHHBIX CYCTaBOB M 3KBHHABAJIb-
TyCHasi yCTaHOBKA CTOII.

62

[Tpu odraneMonoruyeckom o0CIIeIOBaHNH Y peOeHKa
BBISIBJICHO MPEIMETHOE 3pEHUE, YCTAHOBICHHUE OCTPOTHI
3pEHUS TI0 ONTOTUTIAM OKa3aJI0Ch HEBO3MOXKHBIM B CBSI3U
C YMCTBEHHOH OTCTAJIOCTHIO MAIFICHTA.

[Ipu ocmoTpe mepeaHero oTpeska a3 Oblia BBISBIIE-
Ha JIByCTOPOHHSS MerajokopHea (cM. puc.l), rumorna-
3UsI paAy>KKH B 00JaCTU AUIATATOPA.

IIpy uccregoBaHuM Ha PETUHAJIBHOU MeAUaTpHUye-
ckoii kamepe RetCam Shuttle (puc. 3) quarHocTupoBaHo:
JIUCKH 3PUTEIBHBIX HEPBOB ¢ YCTKUMH TPAaHUIIAMH, DKC-
kaBanusa 0,5, I3MEeHEHHs Ha IJ1a3HOM JHE MUHUMAJIbHEL,
[JIa3HOE THO THIIEPIIUTMEHTHPOBAHO.

WccnenoBanue 3pUTENBHBIX BBI3BAHHBIX KOPKOBBIX
noteHuuanoB (3BKII) Ha BCHBIMIKY NPOU3BOAMIIACH
Ha MPOTPAMMHO-AIMapaTHOM KOMILIEKCE MeINKO-OHo-
norugeckoit pupmbr MBN (P®). Peructpanns 3BII Ha
MaTTEPH HE MPOBOAMIACH B CBS3U C HEBO3MOXXHOCTHIO
KOHTpOJs (pukcaruu B30pa. BEIIBICHBI TaTONOTHYE-
ckue 3BKII na Bcmbeimky Ha obOomx Timazax (puc. 4).
AwmmuTyna kommoHeHTa P2 HaxomuTcs B mpenenax
HOPMBI, HO JIATEHTHOCTh Y/UIMHEHa Ha O0OWX TIa3ax,
YTO XapaKTepu3yeT HapyIlleHUs POBeIeHUs BO30yxKIe-
HUS 110 3pUTEIBHBIM MYTSAM H CBUACTECIBECTBYET B MOJb-
3y MUArHO3a YacTHYHOH aTpouu 3pUTEITHHBIX HEPBOB
(YA3H). Pannmii xomnonent 3BKII N2, mctounukom
KOTOPOIrO SIBISIETCS NEPBUYHASI 3pUTEIbHAs kopa V1,
“MeeT HOPMaJbHYIO JATeHTHOCTh, & HE YAJIWHEHHYIO,
KaK TO3J{HHH, 4TO, BOBMOXHO, CBS3aHO C 0COOCHHOCTSI-
MU Tororpauy KOpb TOJIOBHOTO MO3Ta Y peOeHKa | JI0-
KaJIM3aIliHi TOTO UCTOYHUKA B 00JIee TITyOOKHX OTIeax
TOJIOBHOTO MO3Ta, HAIIpUMep, OJIKE K 3aJHEMY OTHCITY
fissura calcarinea.

B ocnHoBe Bo3HMKHOBeHus cuHapoma Kodduna—
Cupuca nexaT MyTalld T€HOB, KOJUPYIOMIHUX CyObe-
nuaunbl SWI/SNF-koMIiekca, KOTOPBIH y4acTByeT B
perymsiiuu pepMeHTanuu caxaposbl. To ecTh, (pakTh-
YECKH JNAaHHBIA CHHIPOM MOXKHO OTHECTH K HacJel-
CTBCHHBIM MeTabonmueckuM 3adoyeBanusM. [latore-
HE3 MOpPaXXCHUS COCAMHUTEIHLHON TKAHU MOXKET OBITh
CXOJICH C TAKOBBIM IPU HEKOTOPBIX 0OJIE3HIX HAKOILJIE-
HUSI (MYKOBHUCIUI03), MPU KOTOPBIX MPOUCXOIUT Ha-
pYILICHHE CUHTE3a HEOOXOIUMBIX JJIsI COCAUHUTEIbHON
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TKaHH CTPYKTYPHBIX KOMITIOHEHTOB. DTO 00YyCIIOBIEHO
MyTanueil TeHoB (EepMEHTOB M KO(PAKTOPOB K HUM,
CTPYKTYPHBIX O€IKOB M OEIKOBO-YTJIEBOIHBIX KOM-
miekcoB [7—9].

Kak mnpasuno, cunapom Kobduna—Cupuca mud-
¢depentupytor ¢ cunapomoMm Kopuemmun ne Jlamre.
OTO [0CTAaTOYHO penKoe 3abolieBaHHE C YaCcTOTOH
1:1000/100 000 HOBOpOXIEHHBIX. J|J1s1 HETO XapakTepHa
MIpeHaTajbHas TUIOIIAa3Hs, IOCTHATAIBHOE OTCTaBaHUE
B BECE M POCTE, MBILIEYHBIH IMIIEPTOHYC, 3a1€PiKKa BCEX
BUJIOB Pa3BUTHS, IIyOOKash yMCTBEHHAsI OTCTanoCTh. Te
e MPU3HAKH, 38 UCKIIOYEHUEM MBIIIEYHOTO TMIIEPTOHY-
ca, xapakTepHsl U s cuaapoma Koppuaa—Cupuca. K
YepeHO-JNIEBbIM Ar3MopusiM nipu cuaapome Kophe-
nnmn ae Jlanre oTHOCATCS MUKpOOpaxuiedanus, HU3KO
pacronoKeHHbIe YIIHBIE PaKOBHHBI, CHH(opu3 (cpoc-
mecsi OpoBU), TOHKHE YETKUE OpOBH, JUIMHHBIC 3arHy-
ThIE€ PECHUIIBI, 3aMaBlIas IEPEHOCUIIA, MATIEHbKUI HOC C
OTKPBITBIMH BIEpPEN HO3APSIMH, aTpe3nsl X0aH, JUIMHHBIN
BBICTYTArOIMi (PriIbTp (paccTosHUE OT HWKHEH HOCO-
BOI TOUKH 10 KPaCHOH KaliMbI BEpXHEH TyObI), MUKpOTe-
HUS (HeOpa3BUTAs HIDKHSAS YENIOCTh), TOHKask BEPXHSA
ry0a, poT B BH/JIE TOJIyMecsIia, BHICOKOE apKOBHUHOE He-
00, Mo31HEE TIPOpe3bIBaHUE 3yOOB, OOJIBIINE TPOMEKYT-
KH MEX]Ty 3yOaMH.

3akJ/oueHue

Takum ob6pasom, cuagpom Kodduna—Cupuca
BKJIIOYa€T MHOKECTBEHHYIO TSKEIyI0 CHCTEMHYIO Ia-
TOJIOTHIO, TPUBOMAIIYI0O K WHBAJIMIU3AIUU HAIMCHTA.
Cpenu KJIMHUYECKUX HW3MEHEHHH CO CTOPOHBI Opra-
Ha 3peHUs — METaJloOKOpHea M YacTH4YHas aTpodus
3puTeNbHOTO Heppa. [lpu 3TOM moKaszareiau 3JIEKTPO-
(u3monornyecknx MeromoB uccienoBanus (3BKII na
BCIIBIIIIKY) JIOMOJHSIOT KIWHU4Yeckue nmpuzHaku YA3H
npu cuaapome Koddrnna—Cupuca. OOpamaeT Ha ce-
01 BHUMaHHE HEOOXOAMMOCTh U PepeHInATHHON
IuarHocTuku ¢ AP mepebpookyrnodacimnocKkeneTHRIM
cuagpomoM (ERCC6 no xmaccudukanun OMIM), mis
KOTOPOTO TaK)KEe XapaKTepHbI JHUCILIA3Usl BEPTIYKHON
BIIAJWHBI, coxa valga, MOPOKH pa3BUTHS TOJOBHOTO
MoO3ra, aTpoHs WIHM THIIOIUIa3Hsl 3pUTENIBHBIX HEPBOB,
a TaKKe KalToJMaKTWINA. B nuTepatype nmpu onncaHuu
KIMHAYeCcKuX ciydaeB cuainpoma Koddmra—Cupuca
odrampMoIOTHYECKass CHMIITOMaTHKa HE BCerjga pac-
CMaTpHUBAeTCs, YTO, BOZMOXKHO, OOYCIIOBIEHO HE TOJIBKO
ee OTCYTCTBHEM, HO U OTYACTH HEJOCTaTOYHON HHOP-
MHUPOBAaHHOCTBIO CHEIMAIUCTOB, TOJTOMY MBI 00pa-
1aeM BHUMaHHE O(TaIbMOJIOTOB Ha ONMCAHHBIE HAMHU
MIPOSIBIICHUS ATOTO CHHAPOMA.
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