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CMHOPOM

I.B.J/lacmieka

BykoBuHCHKHN JepkaBHUH MeIMYHHN YHIBEPCUTET
MO3 Vkpainu
(M.UepHiB1i, Ykpaina)

Kniouogi cnosa: oimu, mozko-oxo-nuye-cxenem-
HUL CUHOPOM, MEOUKO-2eHEeMUYHe KOHCYIbM)Y8aH-
Hs, npoginakmuxa.

Pe3ztome. Mosko-oko-nuye-ckeremuuii CUHOPOM 8iOHOCUMbCA
00 epynu uepenHo-1uyesux OU30Cmo3sia 3 aymocomHo-peye-
CUBHUM MUNOM YCHAOKYBAHHSA, AKUU XAPAKMEPUYEMbCA npe-

HAMAIbLHOW 2iNONaasicio, Mikpoyepanicto, Mikpogpmanvmicio,
Kighockoniosom ma Kowmpaxmypamu cyz2no6is. Y pobomi
Hagedeno 0210 Aimepamypu ma 08a KAiHIYHUX 6UNAOKU CUH-
opomy COFS y oimeii.

MHOXUHHHUH BpOUKEHHUIH apTPOTPHUIIO3 SBIISIE
co00K psa TETCPOTCHHHUX CTaHIB, OCHOBHHUMH
O3HaKaMH SIKUX € 00OMEKEHHS PYXiB Ta aHKIJIO3H
Cyrno0iB pi3HOTO CTYIECHS BUPAKECHOCTI.

CHHOHIMHU: BPOJKCHI KOHTPAaKTYPH, CEKBCH-
uisg akiHesii mmony, cunapom llena-Ulokeipa 1
THITY, MO3KO-0KO-TTHIE-CKEICTHHUH CHHAPOM abo
cunapowm Ilena-lloxkeiipa II Tuny, curapom Kok-
keiiHa — wiacuuaui tan I, KokkeliHa cuHapom
BpoxeHui, Tum 1.

[Momupenicts: 1-3 Bumaaku Ha 10 000 momoris

IMarodizionorisi. AKTHBHI PyXH II0Ja BHY-
TPIHBOY TPOOHO MOYHHAKTHCS 3 CEPEAUHU IEP-
IIOr0 TPUMECTPA BATITHOCTI Ta MAKOTh OCHOBHE
3HAYCHHS I HOPMaJbHOTO PO3BHUTKY CYII00iB
Ta TKAHUH, AK1 10 HUX NpuniararoTs. OOMeKeHHS
BHYTPIIIHBOYTPOOHOI PYXOBOi aKTHBHOCTI MpH-
3BOJAMTH 10 TYTOPYXOMOCTI cyra00iB, popmyBaH-
HS NTECPUTIYMIB Ta MOPYIICHHSI HEHPOM SI30BUX
OVHKLIIH 31 3HIKCHHSIM KOBTAJIbHUX PYXIB V
IJI0AY, MO0 BHKIHKAE TINOIUIA3il0 JIErecHbp Ta Oa-
raToOBOJ .

[IpenaranpHa AlarHOCTHUKA CHHAPOMIB 3 ap-
TPOTPHUIO3aMH MOke OyTH VTPYJHCHA V BHIAA-
KaxX 3MCHIICHHS 00 €My HAaBKOIOIUTITHHX BOJ,
a caMe, B CHUTValisX, HNPH SKUX MaTOJIOTI4HE
MOJIOKCHHS KIHIIBOK MOXE OYTH PO3LIHEHE K
Hacnigok Mamosonds. Ilpu meskux dopmax ap-
TPOTPHUINO3Y CIIOCTEPIraeThcst 0araToBOAAS, TOAL
aHOMAJIbHE IIOJOKEHHS KIHILIBKHU JIETKO J03BO-
7€ BCTAHOBHUTHU AiarHo3. baratosoaas wacTto €
HACIIAKOM 3MCHIUCHHS 3aKOBTYBAHHS IUIOJAOM
HaBKOJIOTLIIAHUX BOJ, IO TAKOK MOKE OyTH 4Yac-
THHOK MAaTOTEHE3y apTporpumosy. B mepmomy
TPUMECTPl V TAKHX IUIOAIB MOXKYTh BUSBIATHCS
301TBIICHHS TOBIMUHH KOMIPLEBOTO MPOCTOPY Ta
XapaKTepHE 3HIKCHHS PYXOBOi aKTHBHOCTI.

JAudepenniiinuii giarno3. YactmHa o03HAK
MU apTPOrpumno3i Moxe OyTH npu Tpucomii 18,

arcHe31i HUPOK Ta MIOTOHIYHIN AUCTPOdIi.

IMoennani anHomamii. BHacaiA0K reTepoOrcH-
HOCTI TPOSIBIB 3aXBOPIOBAHHS OMHCAaHO 0OaraTto
MO €THAHUX AHOMATil, BKIOYAYH CKOJII03, aHO-
mami L{THC Ta, HaBiTh, Cygomu.

IIporno3 O6yae 3amekard BiA HasSBHOCTI IO-
€THAHUX aHOMail (IUXaJbHHUX MOPYLICHB, CKO-
A103y).

Axkymepcbka TakTuka. /lo HacTaHHS mepio-
AV JKHTTE3JATHOCTI IUIOAY MOXe OYyTH 3amporo-
HOBAaHO MEPCPHUBAHHA BAriTHOCTL. 3a YMOB NpH-
WHATTS pilICHb MPO ii MPOJTOHTALIK, CTAHAAPTHA
TaKTHKa MPCHATAIbHOTO BCIACHHS MALIEHTKH HE
3MIHIOETECA. Benuke 3HAaYeHHS ISl TEHETHYHO-
IO KOHCYIBTYBAaHHS CIMEHHOI mapu Mae miATBEP-
JUKCHHS J1arHO3y MiCIs HapOIKCHHS.

Cunopom Ilena-Illokeupa, mun I.

Cunonimu: [lena-Ulokedpa cuuapom 1 tumy,
MHO)KHHHA BPO)KCHA apTPOTPHUIIO3HO-JIEICHEBA
rimomnasig, Arthrogryposis multiplex conge-
nita — pulmonary hypoplasia, FADS, Pena-
Shokeir syndrome type 1 [1].

MIM: 208150,300073

Xapaxrtepuctuka. EmOpioHanbHa akiHe3is/
FIMOKIHE31 XapaKTePH3YEThCS MHOKHUHHHUMH
KOHTPaKTypaMH CYII001B, aHOMAaIisIMH 00IHYYs
Ta TIMOILIa31€10 JETr¢Hb. AKTUBHICTH IIOAY PI3KO
3HUKYETHCS, IO PO3BHBAETHCS TAKOXK BHACTIJOK
HAaJAMIPHOTO BMICTY HaBKOJOILIIAHOI PiAUHH.
[Mopymenns pyxy apiadparMu Ta MixkpeOEpHHX
M 431B MPU3BOAUTH IO PO3BUTKY Trimoruiasii ne-
reHb. Pi3ke OOMEKCHHS ILIOAA B PyXax TaKOXK
€ HACTiJKOM KOPOTKOi MyNMOBHHH Ta MIPOrpecy-
IOYHX KOHTPAKTyp cyrnobiB. [HmUMU 03HaKaMu
JaHoi aHoMmanii € yabHapHa JAcBiauis pyk, 3Mi-
HCHI MAOMBH CTOI, KaMOTOAaKkTHIisg, OOamuus
aMIMIYHE, MaJICHBKHUI POT, MATOJOTIYHO PO3Ta-
IIOBAHI BYIIHI pAKOBUHH, MIKPOTHATIS Ta BUCOKE
CTOSIHHs a00 IITHHA TBCPAOTO MAHCOIHHS.
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Tum ycragkyBaHHSA: aBTOCOMHO-PELECHBHUU.
B nmiTepatypi onucano 100 xBopux.

Ilporuo3. 3HauHa YacTHHA AITCH MOMHpPAE
BHACJ1IOK TIMOIUIa3ii 1ereHsb.

[IpenaranpHa AiarHOCTHKA: MOJITIAPaMHIOH,
AHK1M03, HAOPsK yepemna, 3HWKCHHS PYXiB TPya-
HOi KJIITHHHU.

Mo3ko-oko-nuye-ckenemHuuii
(Cerebro-oculo-facio-skeletal
MIM: 214150

CunonHiHMHU. LEpeOpookyI0(daLio-CKEICTHUH
curapoM, COFS-cunapom), cuaapom Ilena-1o-
ketipa. Tum II.

Onucanuti 8 1974 p. S.D.J. Pena Ta
M.N.K. Schokeir y memkanuis 3 nposiniii Man-
HITOGO [2].

Yactora 3axBOproBaHHA HE BCTaHOBIeHA. Ha
ChOTOJHIIIHIA JEHb OIMMCAHl MOOJHHOKI BUIIAJKH
CHHPOMY B MOMYJLILILAX Pi3HHX YaCTHH CBITY [3, 4].

[Tpunyckaerscs, MO NPUYHHOK BHHUKHEHHS
cunapomy € mytauii 8 ERCC1, ERCC2 , ERCC5
ta ERCC6 renax. Cungpom Kokkeina I tumy
Takox oO0yMoBiaeHul mytauismu B reHl ERCC6.

MiHiMaibHI A1arHOCTHYHI O3HAKHU: Pi3Ka Mpe-
HaTanbHa rinoruiasis, Mikpouedanis, Mikpo-
dranpMisi, CKOIICHE Y0JO, TOHKI Tybu, kidoc-
KON03, 3THHANbHI KOHTPAKTYpU cyriobis [5].
XapakTepHi BUPAKCHA MPEHATAJIbHA TIMOILIA31,
M s3€Ba TIMOTOHIA. 3 BaJ PO3BHTKY TOJOBHOTO
MO3KY HaHOLTBII 4acTo 3YCTPIYAETBCS MIKpPO-
uedamig. OnmcaHi TakoXK BHYTPIMIHS TiApoLE-
damis, arpodis 30pOBHX HEPBIB, arcHE3is Mo-
30MCTOTO TiNa, TiMOIIIa3is BEPXHIX TIM SHHUX
3BHUBHUH, TINIOKaMIIy, MIKpPOTipia Oa3zumsapHHUX
nosepxoHb. Crocrtepirarotecs Mikpodranabmis,
KaTapakTa, CIUIOMIECHHS MEPeIHbOi KaMEepHu OKa,
OaedapodiMo3, HEHPOCCHCOPHA TYTOBYXICTb.

3 a”HOMAa# 0OIHUYYS OMMHUCAHI CKOIICHE Y010,
CIATOBU/IHE TICPEHICCS, BEIUKI HU3BKO PO3TAIIO-
BaHI BYXa, TOHKI ry0H, peTpo- Ta MIKPOTHATIs.
3 aHoMamnili ckeneTy 3ycTpivaerhcs Kigockomios,
3THHAJIBHI KOHTPAaKTYPH CYINIOOIB, KaMITOAAK-
THJIisI, «CTOTIa-Kayaaka», BUBUX CTCrHA abo Juc-
1231 BEPTAIOKHOI 3amaJuHU, coxa valga, By3b-
KHH Ta3, octeonopos. Lli BpoakeHi KOHTPaKTYpH
[OB’s13aH1 3 OYCBU/HOK HEBPOJIOTIUYHOK JACTCHE-
paLli€ro A0 HAPOIKEHHA. Y XBOPHX KOPOTKA LIS,
rimepTeaopU3M COCKiB, HU3BKHH M S30BHH TO-
HYC, MOPYLICHHS AepMarornidiku — momepedyHa
JOJOHHA CKIaaKka. BoHH MalOTh migBUIICHUH pH-
3UK PO3BUTKY 1HQEKUIH JUXaTbHUX MLISIXIB.

3 BHYTpIIHIX OpraHiB HaWyacTimie Bpaka-
FOTBCS HUPKH (ar¢Hesis, Timomiasis, MiAKOBO-
rmoxiOHa HUPKA). B MOOAWHOKMX BUMAAKAX CIO-
CTEPIrarThCS BPOJKECHI BAJU CEPLS, pelaKcamis
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CUHOPOM
syndrome).

gladgparMu, pyxoma ciima KHIIKa, TimoIuiasis
CEIC3IHKH.

Tun ycmagkyBaHHI — aBTOCOMHO-PELIECUB-
Huil. CrmiBBlgHOmMEHHS cTared — M1:)K1.

Pusuk ams cubca HEBU3HAYCHHUH y 3B 53Ky 3
MyabTU(]akTopHicTIO eTionorii. YactuHa mite
HapoIKy€eThCS HEqoHOeHUMU. B 30% TepminHo-
BHUX TOJIOTIB CHOCTEPIraeThCss MEPTBOHAPOIKEH-
Hsa. Cepes TUX, XTO BUKUB, OUTBIIICTh AITCH THHE
BIPOAOBK MEPIUX THWKHIB KHUTTA. (OQCHOBHOIO
MPUYHHOK CMEPTI € TEreHEBa HEAOCTATHICTb.

HudepeHUiiHui AlarHO3: BPOJIKCHHH ap-
Tporpumno3, cuHapoMm Xanepmana-llTpaiida,
OKYJIO-ay PUKYJI0-BepTeOpaabHa JHUCIUIA3ik, LE-
peOpo-remaro-peHaabHUN CHHAPOM, LEpEOpo-
KOCTO-MaHIUOVISAPHUH CUHAPOM, OKYJIO-Le-
pebpo-penansHuil cunapom Jloy, deTanpHmit
CHHJIPOM KPacHYXH.

VY 3B a3ky 3 piAkicTio marosorii, ii moai0Hic-
TIO 3 PSAJOM CHAaJKOBUX 3aXBOPIOBAaHb, fAKi Xa-
PaKTEPHU3YIOThCA Mikpouedanieo Ta apTporpu-
MO30M, BHKIIOUHOK BaXKIHBICTIO CBOEYACHOTO
MEIUKO-TCHETHYHOTO KOHCYIBTYBAHHSI Ta MOXK-
JAUBICTIO JOTOJOrOBOI AiarHOCTHKH HAaBOJMMO
JBa KIIHIYHUX CIIOCTECPEIKEHHS MO3KO-OKO-TH-
LE-CKEJICTHOTO CUHAPOMY V AITCH.

Xaonuuk B.T, marta wnapomxenns 18.04.
2007 p., mepeBeacHUN 3 LECHTPanbHOI palOHHOI
AIKapHI y BIAAUICHHS MATOJOTIi HOBOHAPOIKCHX
OJKIJI. 3 anamuesy: Big Il BariTHOCTI, sika miepe-
Oirana Ha ¢oHI TOKcHKO3y Ta aHeMmii. Ha 9-my
THKHI BariTHOCTI MaTH nepeHecaa rpum. [lonoru
B TepMiHI 40 THXKHIB.

B anamuesi | BukuacHp. XJIOMYUK HAPOIUB-
cs 3 o3HakaMu 3BYP (gucnmactuuHuii BapiaHT),
macoro Ti1a 2500, mosxuna 47 cM, 00B1J rOn0OBH
27 cM, OLIHKOIO 32 mKaa0w Amnrap 6-7 Gamis.

[lpu aHami3zi pomoBOAY BCTAHOBICHO, MIO
0aThkH 370pOBI, 32 HALIOHAIBHICTIO VKpaiHL],
KPOBHOCTIOPIJHEHI 3B SI3KH HE BCTAHOBJICHI.

@OcHoTun guTHHU:  Mikpouedamis, BEIHKE
tim suko 0,3x0,3 cm, aymrikarypa KOpOHap-
HOTO Ta naM0aoBUAHOTO mWBiB. Yomo ckomIcHE.
HocmimkeHHs ovell BHABHIO MIKpOgTaIbMilo,
Oaedapodimos, mpaBoOiuHmil nro3. Byxa Beau-
Ki, JUCIIACTHYHI, HU3bKO po3TamoBaHi. BepxHsa
ry0a 3BHUCAa€ HaA HUWKHBbOKW, MikporHaTis. lus
KOPOTKA, TOTHYHE MIAHEOIHHS, KHUCTI KOPOTKI,
JBOOIYHI 3rHHANBHI KOHTPAKTYPH HMPOKCHMAab-
HHUX MIK(aTaHrOBUX CYLI001B, HOPYIICHHS ACP-
MaTonTi(ikH, TIMEPTEIOPHUIM COCKIB.

PesynpraTu mocaigxKeHb:

EKT': purm cunycosuii, perymsipauii. EBC
Biaxunena Bnpaso. YCC 150 3a xpununy. Hemo-
BHa O0nokajxa nmpasoi HikKKH ny4ka [ica.



Bunaoxu 3 npakmuxu

V31 cepus Ta opraHiB YepeBHOI MOPOKHUHU!
MAaTOJOTIYHHUX 3MiH HE BHUABJICHO.

Kapiotun autunu: 46,.XY.

Oxynict: aBo6iunuii nto3. ['ocTpuii 6akTepi-
aTbHUU KOH FOHKTHBIT.

Opromen: aucmiasis KyIbIIOBHX CYNIOOiB,
apTPOTPHUITO3 MPOKCUMAIBHUX CYIITODIB.

IeHETHK: MO3KO-0KO-THLIC-CKCIICTHHI CHHAPOM.
AP-tun ycnagkysanus. Pusuxk ana cubea — 25%.

JiarHo3 KJAIHIYHHI: MO3KO-O0KO-IHLE-CKE-
ASTHUM cuHApoM. JBOOIUHHEH rocTpuil rHIWHHN
KOH FOHKTHUBIT.

JuTvHa TpHUBanMuH Yac BHUTOJOBYBajacs ue-
pe3 Hazo-racTpanbHul 30HA. [lpu obcTexkeHH] V
2010 p. daxiBusgMu «By3pKOTO» TPOdia0 B IH-
THHU BUSIBJCHO MPaBOOIYHUI MTO3, AUCILIAZIKO
KyJbIIOBHX CYII00iB, BaabryCHy achopmaiiro
000x cTom, 3aTpuUMKy (I3UYHOTO Ta CTATEBOTO
PO3BUTKY, ABOOIYHUN KPHOTOPXi3M, MIKpoLe-
danito, rpyde BIACTaBAHHSA Y PO3YMOBOMY PO3-
BUTKY. Heoanopa3oso mikyBamacst cTalioHapHO
B OJIKJI 3 mpuBoxy moBTOpHUX mHEeBMOHIH. Ha
JAHWH MOMEHT AUTHHA 3HAXOJHUTHCS M1 AUCTIAH-
CEPHHM CIIOCTEPEKCHHSAM OKYyIicTa, OpTONEaa,
MCHXiaTpa Ta FCHETHKA.

i ey

Hdipunaka JI, nmara wHapomxkenns 18.01.
2010 p., Ha OAMHAALMATUH ACHb KUTTS NEPEBE-
JeHa 3 LEHTPATbHOI PaioHHOI JiKapHI y Biaxi-
acuus Heponomenux aited OHUKJL 3 anamuesy
B1OOMO, IO AUTHHA Hapoauaacs Big Il BariTHOC-
Ti. | BariTHICTh 3aKIHYMIACH HAPOIKCHHIM 310~
poBoi auturm y 2003 poui.

Hana BariTHicTh nepebirana Ha ¢oHI OpoH-
xity, HociicTBa HbsAg, HocilicTBa MaTOreHHOTO
cradinokoky. [Ipenaransna Y3)] nposeacHa Ha
16, 20, Ta 34 THyKHI BariTHOCTI.

Huruna Big 1l mosoris, Hapoguaacss B Tep-
MiHl 40—41 txkaeHs 3 Baroo 1000, 10BXHHOIO
tima — 33 ¢Mm. O6Bix ronaoBu 22 cM, OLIHKA 3a
mkajaow Anrap 7-7 GaniB. MHOKUHHI KaJIbLIH-
¢dikatu mianeHTH, Bara mianeHTtu 350,0.

3aranpHHE CTaH OPU HAPOIKEHHI BaXXKHH 3a
PaxXyHOK MHOXKHHHHX VPOJKCHHUX BaJ PO3BUTKY.
Buasneno mikpounedaniro, Beauke TiM AYKO 3a-
KpPHTE, KICTKH Yepena IiabHI, KOHTPAKTyPHU KiH-
HiBOK, AchopMaLii KHTULb, XpeOTa, MOPY ECHHS
aepmaroraidiku. Ilpu ornsai rogosu ta 00aH4-
sl — TIMOTEIOPU3M, JUCILUIACTUYHI, HU3BKO IO-
CaJKCHI ByXa, MIKPOTHATIA.

VY BigaiAeHHI HEAOHOUICHUX MPOBEACHO 00-
crexkeHHda: Y3Jl cepus Ta BHYTpPILIHIX OPTaHiB,
HCT, penrrenorpadis OI'K, saraapni kimiHi4-
HI aHam3u. BussieHo BpoIKeHY Baay pO3BH-
TKY CEYO0-BHIAINBHUX LITAXIB. arcHe3io mpasoi
HUPKH, BPOJKCHY Baay PO3BHTKY cepus: BAIIL,
JMIIIL. IutrnHa KOHCYTBTOBAHA TCHCTHKOM, HE-
Bposorom, JIOP-nmikapewm.

Hiarnos 3akawuHui: MO03KO-0KO-THIE-CKE-
JCTHUH CHHAPOM. YCKJIaZHEHHS OCHOBHOrO: [o-
CTpa cepueBo-lIereHeBa HeaoctatHicTs. CynmyT-
Hii: 3BYP, nucnimactuuHuii BapiaHTt.

02.02.2010 poky cTaH AUTHUHH Pi3KO TMOTip-
IIUBCI 3a PaxyHOK OUXalbHOI HEXOCTAaTHOCTI
Ta mopyueHHs remoguHamiku. [lomepaa 02.02.
2010 poky v BITH.

[TaTtonoroaHaTroMiuHUI J1arHO3:

OcHosuuii: MBBP: BBP [THC — mikpoueda-
Jig, BHYTpiwmHA riapouedanis, YBP omopho-
PYXOBOTrO amapaTry — apTPOTPHUIIO3 JHCTATbHUX
BIAJIMIB HIXKHIX Ta BEPXHIX KIHLIBOK, MPaBoO-
Ol4HMHA CKONi03 TPyAHOro Biaainy xpedra, BBP
CBII — aBoOivuHa rimomiasiss HUPOK.

YcknagHEeHHS: rOCTPa CepLEBO-JICTCHEBA HE-
pocrarHicts. Habpsk nerens. [piOHOBOrHHINE-
Bl KPOBOBHUIUBH V BHYTPILIHIX OPraHax, M’ sIKHX
MO3KoBUX oOOomoHkax. Habpsk pedoBuHH ro-
JOBHOI'O MO3KY. 3arajJbHe BEHO3HE NMOBHOKPIB A
BHYTpPIIIHIX opraHiB. Juctpodiuni 3MiHH ma-
penximaTto3uux oprasie. CynyTHiit: 3BYP, guc-
MJIaCTHIHUH BapiaHT.
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B 000X kniHIYHHX BHNAAKax 3a JOTIOMOTOIO
CHHAPOMOIOTIYHOr0, IMYHOJIOTIYHOTO Ta LUTO-
TCHETUYHOrO 00CTEKCHB Oyia mpoBeacHa aude-
peHIiiHA A1arHOCTUKA O1JbII YaCTHX CHHIPO-
MiB, SIKI CYIPOBOIKYIOTHCSA MIKpo(TaIbMIi€eI0
3 Mikpouedani€ — KpacHyxa, Tpucomis 13 Tta
TpucoMis 18, a Takox 61AbII P1AKICHUX CHHAPO-
MIB 3 LIUMH X O3HAKaMH — CHHApPOM Mekkemns
I'py6epa, Xannepmana Ul tpaiida, mannuroneHis
®dankoni Ta ['ompia. Cungpom KokkeiiHa TicHO
moB s3anuit 13 cuaapomom COFS. CninsHu-
MU AN HHX €. Mikpouedanis, MikKpodTanbMis,
MOMYTHIHHSL poriBkH, Onedapodimo3, BeaUKi
ByXa, 301MbIICHHS NUIYHOYKIB, BOCHHINA JEMi-
enigizamii. Ha kopucTh OCTAaHHBOTO CBIAYATH
KaMITOAAKTHIIA, cTapede OOIUYYsl, TOHKE BO-
Joccs, TMigBUINEHA (OTOYYTIHBICTh IIKIPH, BeE-
auki kucTi Ta cromu. OxpiM Toro, Mikpouedanris
dhopMYyETHCS HE 3 HAPOIKECHHSI. 3 META0OMIYHUX

NMitepaTtypa

nopyueHb Ha cuHApoM KokkeliHa BKa3ylOTh Ti-
MEPXONECTEPUHEMI, TimepaimigeMis, rinepkoa-
ryasis [6].

Jlikyeanus cuaapomy COFS Bkmrouae mix-
TPUMYIOUY CHMIOTOMaTHYHY Tepamiro. Yacto
Mali€HTH 3 UM CHHAPOMOM NOTPEOVIOTH TPH-
BaJIOTO 30HJOBOTO TOAYBAHHA. Y MOJANbIIO-
My Taki AiTa mepebyBaroTh MiA JUCHAHCEPHUM
CIIOCTEPCIKCHHIM 13 3aJyUCHHIM PsAay Creria-
aicTiB (megiaTpa, TEHETHKA, OPTOIEAa, HEBPO-
Jora, mcHXiarpa, OKYJIICTa) 3 METOK CBOE€YAC-
HOi CHUMOTOMATHYHOI Teparmii, o COpsSMOBaHA
Ha KOPEKILI, y HepIly 4epry, naroiorii omo-
PHO-PYXOBOI CHCTEMH Ta OPTaHiB 30Py, 1O Oyae
CIPHUATHME aCKBATHIN MEIUKO-COIIaTbHIN pea-
Oimitanii xsopux. [IpodinakTrkorw HapoOIKECHH
miteit 13 COFS € edexTrBHE MEIUKO-TCHETHYHE
KOHCYJIBTYBaHHS CiMCH.
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MO3I'0-OKO-JHUIE-CKEJETHBIN
CUHAPOM

HU.B. lacmuexa

BykoBuHCKUIl rcylapcTBeHHbIH MeIUIMHCKHU |
yHusepcuter M3 Ykpanusbl
(r.UepHoBUbI, YKpanHa)

Pe3ome. MoO3ro-0k0-nHuIE-CKEIETHEIH CHHAPOM
OTHOCHTCSl K TPYIIE YEPEIHO-ITHUIEBEHIX TH30CTO30B
C ayTOCOMHO-PEIICCCUBHEIM THIIOM HACJIEJOBAHUS,
KOTOPBIH XaPAKTEPH3yeTCAd MPEHATANBHOU THIOMNIA-
3ueH, Mmukpouedarueii, MukpopTaneMuet, Kupocko-
JTHO030M, KOHTPAKTYpaMH CcycTaBoB. B pabdore mpuse-
IeHO 0030p JTUTEPATYPH M IBAa KIMHUYECKHUX CIYyTas
cuaapoma COFS y nere#t

KawueBble ciaoBa:  JETH, MO3T0-OKO-JIHIIE-
CKEJIETHH CHHJIPOM, MEIUKO-TEHETHYECKOE KOH-
CYIBTHPOBaHHE, NPOPHUIAKTHKA.

CEREBRAL-OCULO-FACIO-SKELETAL
SYNDROME
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Summary. Cerebral-oculo-facio-skeletal synd-
rome belongs to group craniofacial disostosis with
autosomal-retsessiv type of inheritance which is
characterized by prenatal hypoplasia, microcephaly,
microophtalmia, kifoskoliosis, contractures of joints.
In report it is provided the review of literature and
two clinical cases of syndrome COFS at children.

Keywords: children, cerebro-oculo-facio-skeletal
syndrome, genetic consultation, prevention.
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