JlacrtiBka I. B., kanauaaT MeIMYHUX HayK, JOLIEHT,
JIOLICHT Kadeapy NeiaTpii Ta MEIUIHOT TCHETHKU

bykosuncvxutl deparcasHuii MeOuuHULl yHigepcumem
M. Yepnisyi, Ykpaina
Anuynosa B. B., nonient kadenpu matodisiomnorii

Hayionaneruii meouunuii ynisepcumem imeni O. O. Bocomoavys

Bbpimesan JI. 1., acuctenT kadeapu MEIUIHOT
Ta 7a00pPaTOPHOI TCHETHKU

Hayionanvruii ynigeepcumem oxopouu 300pog’st Yxkpainu
imeni I1. JI. lllynuxa
m. Kuis, Vkpaina

MEJIUKO-TEHETUYHI ACITEKTH
CUHAPOMY I'OJIBAEHXAPA

Cungpom Tompmenxapa (ICD  10:Q87.0; OMIM:164210)
(cwH.:0KyNO-aypuKyIlo-BepTeOpanbHa  AucIDiasis, remidarianpHa
MIKPOCOMisi,  3aXBOPIOBaHHS  OKYJIO-ayPHKYJI0-BepTeOPaTbHOTO
CIEKTpa) — pIAKICHE 3aXBOPIOBAHHS, IIOB’S3aHE 3 YPaKCHHSIM
CTPYKTYp, SIKi TOXOAATh 3 Hepmoi Ta Apyroi 3g0poBHX HOyT
1 pO3TIIAETHCS SIK Pe3yNbTaT AeQeKTy OacToreHesy.

Briepme CI' 6yB Bigmivenuii Kantonom B 1861 p., a mizHime ¢on
Apnbt, y 1881 p., mpoTe 1e 3aauImmiIocs HermoMidyeHuMm. Y 1952 r.
Maurice Goldenhar ommcaB Tpu BHITQIKW AMCIUIA3Il O4Yeid Ta ByX 3
JIBOMa XapaKTepHHUMH aHOMANiSMHU: emiOyJlbOapHUM JIEpMOiIOM Ta
npeaypuKyIsipHUMU  Bupoctamu. Lli anomanii cynpoBomKyBaiaucs
KOJOOOMOIO B CEpeIWHHIA 4YacTHHI MOBIKH, MiKpodTalIbMi€to,
ariaziero abo TIMOMIIa3ier0 CIyXOBOTO MPOXOJY, MPeaypHKYISIPHOIO
¢ictynoro Ta Makpocromiero. [lomiOHI 5 BHIAAKIB oOmHCAIN
Hoffmann u Velissaropoulos (1953 p.). Gorlin R. J. et al (1963)
JIOTIOBIIM TIPO CBOI CIIOCTEPEKEHHS IMiJ] 3arajIbHOI0 Ha3BOIO «OKYJIO-
aypHKyJI0-BepTeOpaibHa AUCIUIA3isy, [IMM CAMUM BKa3aBIIH HA 3MiHU
B xpeOTi: hemivertebrale, occipitalisatio atlantis, spina bifida occulta
TOmO. 3 TOro HYacy B KIIHIYHOMY arjaci ypPOKEHHX aHOMalii
oommyust CI” BU3HaYeHUH SIK TUCTIIA3is o4el, ByX Ta XpeOTa.

3a JaHUMM 3aKOPIOHHMX JOCIIAHMKIB, 3axBoproBaHicTh Ha CI°
cranoButh 1:3500-1:7000 >kMBOHAPOKEHUX Ta 3ycTpivaeThes y 1
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Buniagky Ha 1000 mite#t i3 BpomkeHOw riyxoTor. CIiBBiIHO-
MIEHHS cTaTed cepexd xiomuukiB Ta miBdaT npu CI' cranmoButh 3:2.
IMOBipHiCTS  HApOKEHHS HACTYNHOI JUTHHH 3  BKa3aHHM
3aXBOPIOBAHHSAM CTaHOBHTH Ot 2%, HWMOBIpPHICTH Tepenadi
3aXBOPIOBAHHA JITSIM — MeHIe 3%.

ETtionoris Ta THIT yciagKyBaHHS BUBYEHI HEJOCTATHBO. bibIIicTh
punankie CI' € cHopaguuyHMMH, WIO TOSCHIOETHCS 3HUKEHOIO
MCHETPAHTHICTIO, COMAaTHYHUM MO3aiN3MOM Ta EHIreHeTHIYHUMH
3MiHamMu. € TOBIIOMIIEHHS PO CiMelHe YCMaJKyBaHHS, IO TaKUM
YHHOM BHUMarae po3risily ayTocoMHO-IoMiHanTHoro (AJl), ayro-
coMHO-periecuBHOTO (AP) abo MynbTH(AKTOPHOTO yCIaAKyBaHHS.
Ho xpomocomHumx anomaniii, mpuwuyetHux 1m0 CI BimHOCATBCS:
3del(5p), del(6q), trisomy 7 mosaicism, del(8q) (161), trisomy 9
mosaicism (166), trisomy 18 (14,58), recombinant chromosome 18,
del(18q), ring 21 chromosome, del(22q), dup(22q), trisomy 22, 49,
XXXXX, 49, XXXXY and 47,XXY.

B ecriomorii  3axBOpIOBaHHA ~ HE  BUKJIIOYAETBCS  POJIb
HECTIPUSITIMBOTO aKyHIEPCHKO-TIHEKOJIOTIYHOTO aHaMHe3y Marepi
(momepemui  abopTu, myKpoBHH aAiabeT, HaJUIAIIKOBA Bara),
HEelOINaHHs, TIOTIOHOKYPIHHS Ta  BXHBAaHHS  aJKOTOJIO  Ta
TEpPaTOTCHHUX YHHHHKIB Ha PaHHIX TEpMiHAX BariTHOCTI, TaKUX SIK
NPUIOM HAPKOTHKIB KOKaiHy, TaJiIOMi, PETHHOEBA KHCIIOTA,
repOoiuay.

Ha nanuit wac inenTHdikoBaHo 8 reHiB, MyTalil B SKUX MOXYTb
BHUKIIMKATH TeMiamianpHy Mikpocomiro. I'eH ortodenticle homeobox
2 (OTX2) inenTr(ikoBaHHiA YaCTillle IHIIUX CEMH reHiB. TakoX BiH
BHU3HAYA€ MEHETHUYHUIN KOJ TpaHckpuriiiiHoro akropy. ['en GSC,
SKUH JleTepMinye kimiHiuHi nposisu CI', kapToBaHWii Ha JIOBrOMY
iedi xpomocomu 14, B mokyci 14q32.

Poswillo y 1976 p., BHKOpHUCTOBYIOYM TBapWHHY MOJIEINb,
MPUITYCTHB, 10 MAaTEPHHChKA TIMOKCiS IUIOAY, TillepTOHIs Ta
AHTUKOAryJSIHTH MOXYTh NMPHU3BECTU A0 TeéMaTOMH B 00JIacTi Byxa i
LIEJIeTIH, 110 BUKIIMKAE MOPYLICHHS AudepeHianii TKaHHH Ta B CBOIO
4epry Moe NMPU3BECTH JI0 JUCIUIA3ii Iyru posranyxeHHs. Gomez et
al. in 1984 BucynyB rinoresy npo poJib pamioJIOriYHOTO BTPYYaHHS
Ha 4 a0o 6 TWXX BariTHOCTI AK NPUYMHHOTO (AKTOPy CHUHAPOMY.
Hapasi BBaxka€eThbcs, 1110 i1 Yac 3MIiHH JKeperia KpOBOIIOCTaYaHHs Ha
auistami 1 Ta 2 350poBHX IIUIMH €MOpiOHA CTAEThCS KPOBOBHUIIMB.
Po3puB KpoOBOHOCHOI CynMHM B LbOMY Micli HpPU3BOAUTH 10O
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MITOTHYHOT'O TOALTY KIITHH Ta HEBIpHOro (OpMyBaHHS OCHOB-
HUX aHAaTOMIYHUX CTPYKTYyp JIoAcChKoro opranizmy. Kallen et al
(2004) BBaxaroth, mo CI' Ta CHARGE cungpom mnoennye enuHuit
MaTOreHETHYHUN MEXaHi3M, a caMme MOPYLICHHS 3aKJIaJKil HEPBOBOTO
BaJIMKA.

B 85% BumanxiB anomaiii nmpu CI' crocTepiraroTbCst 3 OTHOTO
O0oky, nBOOIYHEe ypakeHHs 3apeectpoBaHo y 10-33% Bumaakax;
IIpaBa CTOpPOHAa ypakaeTbecsi dactime. [loenHaHa KOHAyKTHBHa Ta
CEHCOHEBpaJIbHA BTpaTa CIIyXy 3ycTpiuaerscs B 50% BUManxKis.

Ho gactux o3Hak npu CI” BigHOCSATBCS HACTYITHI:

— O6mmyus. [Nmonnasis BUINYHOI, BEPXHbO— 200 HIDKHBOIIETET-
HOI 00JIlacTi, MaKpoOCTOMis, TilOIUIA3is MIMIYHHX M’S3iB, a came
M’s13a, SKUH OIyCKa€e KyT pOTa.

— Byxa. Mikporisi, «xu0Hi ByImIkay (4acTo po3MmillieHi Ha JIiHii, aKa
3’€¢HyE KO3EIOK ByXa Ta KYTHK pOTa), NepeABYyIIHI SMKH,
po3TamoBaHi B3IOBXK JiHII Bil KO3elKa A0 KyTa pOTa, aHOMAii
CEPeIHBOI0 ByXa 3 TYTOBYXICTIO PI3HOTO CTYIIEHS BaXKKOCTI.

—Pot. 3HmkeHHs abo BIICYTHICTH CEKpelii HaBKOJO BYIIHHX
CIIMHHUX 3aJI03, CTPYKTYpHI a00 (YHKIIOHAJIbHI aHOMAIii S3WKa,
nopyueHHs: QyHKIIT M’ SIKOTO TiAHEOIHHS.

— Xpeber. ['imommnazist xpebii Ta KITUHOBUAHI XpeOIli, MepeBakHO
YpaXXeHHs IMUIHOTO, Pijiie TPYIHOTO a00 TOIIEPEKOBOTO BiILTY.

TunoBumu o3Hakamu CI' € acumerpis oOauyus Ta rinoruiasis
HIDKHBOT HIEJIeTTH, MIKPOTisi Ta/ab0 BYIIHI BUPOCTH («XUOHI BYILIKaY).
Ho pinkicaux o3nak CI' BimHOCATBCA: emiOynpOapHUI AepMoil;
JTOIEPMOi, KOH FOHKTHBH, KOJIOOOMa BEpXHBOI MOBIKH, KOCOOKICTH,
Mikpo(TalbM; BaJd BHYTPIINIHROTO ByXa Ta TJIyXOTa;, MLIUIMHH
BEpXHBOI TyOM Ta MifHEOIHHS; ypOJDKeHI Bagu cepls (B MOPSAKY
yoysanns) JMIIIL, BAIIL, Terpaga ®amio, xoapkraiiisi aopTH.
IcTopudHO ckianocs, Mo AKIO cepej] CUMIITOMIB € emiOynbp0apHuii
JepMoiJl, TO XBOpoOYy Ha3MBalOTh CHHApPOM [ oibleHxapa, a SKIIOo
Horo Hemae — TO reMianialbHOI0 MIKPOCOMIED.

B niteparypi HaBeneHi kiniHiuHI Bunaaku nmoexnands CI 3 Bajamu
PO3BHTKY HHPOK (JMCTOMIs, 3pOUICHHS, arcHe3is, MYJbTH-
KiCTO3, MIiXypOBO-CEUOBIAHUN peduitoKec, OOCTPYKLisl JIOXaHKOBO-
CEYOBOJIHOTO CETMEHTY, MmonBoeHHs cedoBomi), [IHC, anomamismu
xpebra Ta ckenmery. 3yOolieienHi aHoOMalili MOXYTh BKIIO-
YaTH WIUIMHU T'yOM Ta MigHeOiHHs, BHUCOKE T'OTHYHE ITiIHEOIHHS,
rinoIia3ito BEPXHhO— Ta HWKHBOMIICNETHUX YT, MIKpPOTHATIIO,
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rineptpodito siceH, HEBipHY 3aKJIaAKy Ta NPOPi3yBaHHSI MOJOYHUX Ta
MOCTIHHUX 3y0iB, OPYIIEHHS PO3BUTKY 3yOHOI eMaii Ta IeHTUHY. Y
13-25% xBopux cnoctepiraerbcsi po3ymona Biactamicts (IQ Hmxue
85). PozymoBa BiJiCTaicTh 4aCcTO € CYyIMyTHBOIO MIKpO(TanbMy.

Hudepentiiina giarHOCTHKA TMPOBOAWTHCA 13  MaHAWUOYIO-
damiameanM au3octo3zom Ppandeckerti, CHARGE, VATER, OEIS
ta Townes Brocks cunapomamu, cuaapomom BinpaepBanka, ausoc-
To3oM Harepa, acomiamieto MURCS (amuraziss mpotoku Miomepa,
HHPKH aIlia3is Ta IMepBIKOTOpaKalbHa COMITOBA AHUCIIIA3is XPEOIIiB).

[IporHo3 mpu naHOMy 3aXBOPIOBaHHI, 3a3BUYai, CIPUATIUBHUI.
OpHak, omucaHi TCHUXO-COLianbHI MpoOjJeMd Ta ayTHUCTUYHA
MOBEIiHKA.

Takum unHOM, cuHApoM ["onbeHxapa — pigKicHE 3aXBOPIOBAHHS.
SABuiia aucIuiasii 3adinarOTh HE JIMIIEC YEPEIHO-JTUICBY 00JIaCTh,
ale ¥ IHOI OpraHd Ta CHCTEMH, 3a HAsBHOCTI SKUX JWTHHA
MOXKe TOTpeOyBaTH CIEI[ialli30BaHNX peaHIMaIlifHIX 3aXO0JiB BXKE 3
nepioxy HOBOHapokeHocTi. B mopanemomy, yci manientu i3 CI e
JTITBMH 13 CTaTyCOM <«JIWTHHA 3 I1HBAIITHICTIO», SIKUM HEOOXigHE
MPOBEJICHHS  BIATIOBIMHUX JIKYBAJIbHO-aOUTITAIMHAX 3aXOIiB 3
METOIO MOKPAIIECHHS SIKOCTI JKUTTSI.
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