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Pestome. V cmammi nodano cyuacni dani wjo0o npuuun eunukHerHs, ocobaueocmeti nepebiey, npunuyunie oia-
CHOCMUKU MA CUMRIMOMAMUYHOR0 AIKY8aHHs dimell i3 cundpomom Boavgha — Xipwixopua. Jlane 3axeoprosanus
XapaKkmepuzyemucs 3ampuMKor0 iziono2iunoeo, po3ymos0e0 i NCUXOMOMOPHO20 PO3BUMKY. 30€0inbiloco Mo-
ACYMb CNOCMEPieamMUCs MHOJICUHHI NPUPOONCEH] 6adu po36UMKY, 30Kkpema cepys ma Hupok. Ceped 306HIUHIX
03HaK 8UJIAAIOMb; He38U4AliHY 0008y uepena (<oaoM CMapooagHb020 80iHA»), NpiMe NepeHiccs, NOMIDHO
supaiceny mikpouyeghaniro, einepmenopuzm, MaieHbKUll pom 3 ONYUeHUMU Kymamu, GHOMAanibHoi ghopmu eyulHi
DAKOBUHU, MOJNCAUBE PO3UCAUHU BePXHbOI 2yOU ma nioHebiHHs, aHomanii ouHux s04yK, einocnadis, degpopmayii
cmon. Yacmo cnocmepiearomocs eemaneiomu wKipu, 3a36u4aii NAOCKI, He@eAUKUX PO3MIpi6, 10KANi308aHI HA 00-
auyyi. TTid wac o6cmedicents 6UABAAIOMb 2INOMOHIIO M 318, 3HAUHO 3HUNICCHY PEaKyito Ha 306HIUHI NOOPA3HUKU.
Miaeno3 ycmanoearwoms Ha nidcmaesi KaiHivHux 3min i niomeepdcyroms JIHK-0docaioncennsmu. [lpubausno y
80 % sunadkie y npobanda eusearsicmucs deseyis 4yacmunu Kopomkoeo nieva 4-i xpomocomu. Hagedenuii onuc
81ACH020 KAIHIYHO20 cnocmepedicenHs 3a Oumutor i3 cunopomom Boavgpa — Xipwixopuna, niomeepdicenum y
3-micaunomy eiyi. Hessadxcarouu na panne usgaeHHs 0aH020 CUHOPOMY MaA NPU3HAUEHY A0eK8amHy mepaniio,

304X60PHE6AHHA MAE Hecnpuﬂmﬂueuﬁ NPOCHO3.

KirouoBi cioBa: cundpom Boasgha — Xipuixopra; muoxcunni npupooxceni 6adu po3eumxy; oimu

Hac ne 6bauame...

Hac ne uyromo...

IIpo nac ne cogopame...
Jlymaioms, Hac Hemae...

CamMe Taki cJioBa € CTAapTOBUMHU Ha OMHOMY i3 caii-
TiB [UIS1 MIATPUMKM CiMEM, SIKi MalOTh AiTe-iHBaJiIiB
i3 TIOpYLIEHHSM iHTeNneKTy. o Takmx 3axXBOpPIOBaHb
HaJIeXXuTh cuHaApoM Boabdpa — XipuixopHa, mpu sIKO-
MY KUTTEIISNIbHICTh OOMeKeHa y 3B’SI3KY 3 HasIBHUMU
rpyoumu ¢izsMYHUMU BaJaMu PO3BUTKY Ta INIMOOKOIO
PpO3yMoBoOI0 BifcTanicTio [3, 8].

Ha xanp, B YKpaiHi 6pakye po3BUHYTUX COLliaJIb-
HUX Mporpam JUTd MiATPUMKHU JiTeH Ta iX pOJUH i3 pi3-
HUMU Oop(PaHHUMU 3aXBOPIOBaHHSIMU. baTbku Hepix-
KO CAMOCTIfTHO TPYIYIOTHCS i3 CiM’SIMU, TKUX CTTITKAJIO
cxoxe rope. Ha cboromHi cTBOpeHi YMC/IeHHI caliTu Ta

IPYINU B COLiaIbHUX Mepexkax, e CiM’1 MiATPUMYIOTh
OJIHA OJIHY, AUISITHCS JOCBiIOM IOAO AOTJSAY 3a [i-
ThMH. 30KpeMa, Ha OTHOMY 3 iHO3eMHUX iHTepHET-pe-
CypcCiB HalmMcaHO 3BEPHEHHS BiJl 0aTbKiB: «YuTaroun
MeAWUYHi cTaTTi Ipo cuHapoM Bonbpa — XipuixopHa,
OyIb-JacKa, IMBITbCS Ha HUX 3 YCMIIIIKOI0» [2].

AiteparypHa AoBiaAKa

CHUHIPOM OJHOYACHO JOKYMEHTaJIbHO 3adiKcyBa-
au B 1961 poui HiMenbkuii BueHuit U. Wolf Ta amepu-
kaHcbkuit — K. Hirschhorn [9]. Bonu onucanu aiteit
i3 JebeKTaMu KiCTOK JIMLIEBOTO yeperna Ta LIUTOreHe-
TUYHUMM MiATBEPIKEHHSIMU eJellil KOPOTKOro Ilie-
ya 4-i xpomocoMu. Y 1965 poui Buiiiuia rmy0Jikaiiis B
xypHalli «Human genetik», Binkoau ocobyimBa yBara
TFEHETUMKIB Ta CIeLiaJicTiB iHIIMUX Tany3eil Oyia 3Bep-
HCHa Ha JaHe 3axBoproBaHH. [licist ApyKy cTaTTi Boa-
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JIOCSl BUSIBUTHU 0araTo HOBUX BUMAAKIB, 1110 JO3BOJIMIO
JeTajbHille BUBUMTU KIiHIUHI OCOOJMBOCTI CUHAPO-
My Bosbda — XipiixopHa [6].

IMonynsauifiHa vacTtoTa JaHOTO CUHIPOMY —
1:100 000 [9]. MakcuManbHUI BiTOMUI1 BiK TTalli€HTa
3 IIUM CUHApPOMOM — 25 pokiB [3, 7]. binburicTs giteit
IIOMUPAE Ha 1-My pOLIi KUTTS.

OCHOBHIi CUMMTOMM TA NPOSIBU NPU CUHAPOMI
Boabdpa — XipLuxopHa

1li0 uac eaeimnocmi cnocmepiearomoscs 3aTpUMKa
BHYTPIilIHbOYTPOOHOTO PO3BUTKY, 3HUXKEHHSI PYXiB
oAy, rinotTpodis miaueHTu.

Y auTvHU 3a3BUYAil PEECTPYETHCS 3aTPUMKa
pocty. V noeedinyi XxapakKTepHUMHU € CTEPECOTHUITH
(yTpuMyBaHHS PyK Mepea o0IUvYsSIM, YacTe IiecC-
KaHHS TOJOHSIMU, MMOCTYKYBAaHHS IO CBOIX TPYASX,
TMMOXUTYBAHHS TOJIOBW), BUJABAHHS TOPTAHHUX 3BY-
KiB, IiTW OOINOMAaralThb AOPOCJAMM B OASraHHiI Ta
po3asraHHi camMmux cebe, MaloTh ITOOpi KOMYHiKa-
TUBHI 3110HOCTI.

3 60Ky uewmpanvHoi Hepeoeoi cucmemu BUSIBIISI-
IOTbCSl 3aTPUMKa PO3BUTKY i PO3yMOBa BiACTaliCTh
pi3HOTO CTyIeHs1, Mikpouedalisi, CyioMH, TiMOTOHis
3 M’30BOI0 TiMoTpodier (0COOJIMBO HUXKHIX KiHIIi-
BOK), Tiloruiasdigs MO304YKa, areHes3is MO30JIMCTOTO
Tija, HeTOPO3BUTOK ab0O BiACYTHICTb HIOXOBUX IIUOY-
JIVH, Tinpoiedatis.

0250 20106u TO3BOJISE BUSBUTU PsI BiIXWICHD,
30KpeMa BUCOKY (PpPOHTaJIbHY JIiHiI0O POCTY BoJioccH,
MOXKJIMBY HassBHICTh TéMaHTiOMU Ha YOJIi.

Ha o6auvui: nucMopdo3, rinepTesopusM, ILIUPO-
KUl Hic y ¢popMi 13b00a, AUTHHA YACTO MAE CXOXICTh
i3 mepemHiMM eJleMeHTaMU 110JIOMa IPEIbKOTO BOTHA.

ITi0 uac oensdy oueii: TitiepTeIOPU3M, KOCi OUHI IITi-
JIMHU, KOJI0O0oMa, po306ixkHa KOCOOKICTh, MTO3, MiKpO-
¢ranpMis, MeTaIOKOpHEea, KaTapakTa, IPUPOIKEHUN
HicTarm, aHoMauist Pirepa.

Anomanii Hoca: cTeHo3 ab0 aTpesiss HOCOCIII3HOTO
KaHay.

Pom: maneHbka BepxHs ryba, 3asya ryba ta/a6o
po3lIenaeHHs MigHeOiHHSI, MiKpOTHaTisi, peTpo-
THaTis.

Byxa Hu3bko mocamxeHi, nedopMoBaHi, MOXIIU-
BUI1 pO3BUTOK XPOHIYHOTO OTUTY 3 €KCYIATOM Ta Heli-
POCEHCOPHOI TYTOBYXOCTi.

Bioxunenns 3 60Ky cepyeso-cyOuHHoi cucmemu: Je-
GdeKT MiXIepeacepaHOol MePeropoaku, aeheKT MixX-
IIUTYHOYKOBOI MEperopoaKu, aHoMallil KiaraHiB;
KOMIIJIEKCHI Baay ceplis.

Jlezeni: TinoILIa3isl JereHb.

AHomanii ceuocmameesoi cucmemu: Tinoruiasiss HU-
POK, KiCTO3Hi IMCIUIACTMYHI HUPKU, OJHOCTOPOHHS
HUPKOBA areHesist, rizpoHedpo3, eKcTpodisi ce40BO-
ro Mixypa, rimoriasisi 30BHillIHiX CTaTeBUX OpraHiB,
KPUIITOPXi3M i Tinocnafis B XJIOMMYUKIB.

Ocobausocmi ckesema maki: TOBTi TOHKI TTalbli,
JIOBra Ta By3bKa IpydHa KJiTKa, KJAULIOHOTICTb, Ti-
noruiasig JoOOHUX KiCTOK, aHOMaJlil xpeOliiB i pedep,
aHOMaJIbHe OKOCTEHIiHHS KiCTOK 4yeperia, CKOJIio3, Ki-

$o03, ocTeonopos, 3aTpMMKa 103piBaHHS KiCTOK, Baau
PO3BUTKY pyK i Hir [5, 7].

Hepmamoenighika: 1IKipHI rpedeHi, monepeyHi A0-
JIOHHI ckaaku (y 25 % nauieHTiB).

o 3MiH Ha JIOJOHSIX Mpu cuHApoMi Bonbda —
XipuixopHa Hajexartb (puc. 1):

1) migBUIIIeHA YaCcTOTA AYT HA MAIBLISX;

2) yacToTa 3aBUTKIB CYTTEBO 3HIKCHA;

3) He3BMYHA KOMOiHALIiSl y BUTJISAI CKIAIHUX 3a-
BUTKIB Ha 1-My majibli B MOE€IHAHHI 3 AYTOBUMMU Bi-
3epyYHKaMM Ha 2-My i 3-My OajblsIX;

4) BUCOKUIT OCLOBUI TpUPaIiyC;

5) migBUIIEHAa YacToTa Bi3epyHKiB TEHOpPA;

6) 3HMKEHA YacTOoTa Bi3epyHKIB;

7) 3HMXKEHA YacToTa Bi3epyHKIB Ha 3-i MiXmaib-
LIEBil MOAYIIILII;

8) migBuWIIeHAa YacTOTa Bi3epyHKIB Ha 4-i1 MixX-
MajbleBill MOMYIIII;

9) enuHa 3TMHaAJIbHA CKJIaJKa JI0JIOHI;

10) nucouiauis rpediHLiB WIKipu [5].

JliarHO3 yCTaHOBJIIOETHCS Ha MiACTaBi KIiHIYHUX
3MiH, miarBepaxyetbcs JAHK-gocnimxeHHsamu [2,
10]. IMpubnusuo y 80 % Bumaakip y npobaHma BU-
SIBJISIETHCS JIeJIellisi YaCTUHU KOPOTKOTO Tieva 4-i
XPOMOCOMU, a B 0aThKiB KapiOTUITM HOPMaJIbHi. Pe-
1ITa BUMAJAKiB 3yMOBJIEHI TPAHCIOKALIIMHUMHU KOM-
OiHalissMu abo0 KilbLIEBUMU XpPOMOCOMaMU, ajie 3a-
BXXJIY ITPU LIbOMY BiJI3HA4Ya€eThCd BTpaTa pparMeHTa
4p 16 [2].

VY pasi miaTBepaxeHHs cuHapomy Boabdpa —
XipuxopHa peKOMeHI0BaHi:

— KOHTPOJIOBAHHS Bard IUTHUHM (€ CXUIIBHICTD IO
BTpaTH Baru);

— JWHAMiYyHe CITOCTePeXKEeHHS Ta CUMIITOMaTUYHA
IMATpUMKA TIPU CKEJIETHUX aHOMaJisxX, o(TaabMO-
JIOTIYHUX BiIXWJICHHSX, IPUPOIKEHUX Bamax Ceplls,
3HMKEHHI TOCTPOTH CIIYXY;

— KOMIIJIEKCHUH TTiAXiJ, CKEpOBAaHUI Ha PO3BUTOK
MOBJIEHHS Ta KOMYHiKaLUiliHUX HAaBUYOK [4].

CbOroJiHi pEeKOMEHIYIOTh TaKuX (axiBLIiB, sIKi MO-
BUHHI CITOCTepiraTu IMTUHY: KJIIHIYHUI TeHETUK, TTe-
JiaTp, HeBPOJIOT, Kapaioysor, opTaaIbMOJIOT, OPTOIIE,
JIOTOTIE/T, OTOJIAPUHTOJIOT, ypoJor [1, 4].

PucyHok 1. QepmaTtornigika npun cuHapomi
Bonbga — XipuxopHa
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BAQCHEe KAiHiYHEe CroCTepeXXeHHSs

Xnomnuuk, HapoaxkeHui Big I BaritHoCTi, I mosoriB
Ha 37-My TMXKHI recrauii. Maca Tijla mpu HapOJIXKeH-
Hi — 2150 r. ITig gac BariTHOCTi ynbTpacoHorpadid-
HUM METOIOM BUSIBJICHO TTOPYHICHHS TUIOTOBO-TIIA-
IEHTApHOTO KPOBOOOITY, OaraToBimms Ta 3aITiIo3peHo
rinoriasiro HUpPoK. MaTu mepeHecaa rocTpy peclli-
paTtopHy BipycHy iH(eKIIito 3 rineprepmieio Ha 9-my
TUKHIi BariTHOCTI.

V Billi 6 TOJ1 i3 MOMEHTY HapOIKEHHS AUTUHA Oy1a
rocrmirajizoBaHa B KOMYHaJbHY MIiCbKY OMTSYY KIIi-
HiuHy JikapHio M. JIbBoBa. Ha MOMEHT HaaXomKeHHs
CTaH TSDKKME 3a paxyHOK JAMXaJbHUX PO3JIaliB, MaTo-
JIOTIYHOI HEBPOJOTiYHOI CUMITOMATUKU, MHOXWH-
HUX IPUPOIKCHNUX Bal PO3BUTKY.

Ilix yac mepBMHHOroO OIJIAAYy JiKapeM-HeOHa-
TOJIOTOM BUSIBJIEHI TaKi BpPOIXE€Hi Baau PO3BUTKY:
BHUCOKE TOTHUYHE MimHEeOiHHS, JHUIEeBI AUcCMOpdii,
rimocnafaiss (cToBOypoBa opma), IpaBOOIYHUI
KPUIITOPXi3M.

IIpoBeaecHe KOMILUIEKCHE OOCTEXEHHS JIUTUHU.
Ilpu 3aearvrnoxainiunomy obcmedceHHi Kpogi BUSIBJIEHO
JIEMKOLIMUTO3 Ta 3CYB JIEHKOLIMTAPHO1 (POPMYJIU BJIiBO.

Tumpu anmumin IgM do moxconnaszmu (Toxoplas-
ma gondii), kpacuyxu (Rubella virus), yumomeeano-
gipycy (CMV), xaamidii (Clamydia trachomatis) He-
raTUBHI.

17-okcunpocecmepon, npocecmepon, dezidpoeniam-
dpocmepony cyavgham, GinbHULL MECMOCMEePOH — Y MEXK-
aX BiKOBO1 HOPMMU.

Heiipoconoepagis: 03HaK1 BHYTPILLIHbOIILTYHOUKO-
BOTO KPOBOBUJIUBY 1-TO CTYIICHSI.

FExokapdioepaghis: He3HAUYHO pO3MIMPEHi MpaBi Ka-
Mepu cepiist. XiJ MaricTpaJbHUX CYAUH MPAaBUIbHUNA.
Binkpute oBanibHe BikHO — 4 MM. Binkpurta aopTanb-
Ha TmpoToka — 2,5 MM. JIBOCTYJIKOBUiI1 aopTaJbHUI1
KJI1amaH.

Yaempaseykosea diaenocmuka 6HympiwHix opeauis:
neviHka, XOBYHUI Mixyp, MiALJIyHKOBA 3ajlo3a — y
MexXax BiKoBOI HOpMHU. HUpPKU: €XOreHHiCcTh IMiaBU-
1eHa, KOpTUKOMeayaspHa nudepeHliialis BUpaxe-
Ha. Po3Mipn 000X HMpPOK 3MEHIIEeHi: JliBa HUpKA —
30x 15 x 16 mm, ipaBa — 25 x 11 x 13 mm.

Penmeenoepaghia opeanie epyonoi kaimku: jereHeBi
noJs nipo3opi. KoHdirypatis cepiisg B HopMi.

Enexmpokapdioepagis: MeTaboOMiYHI 3MiHU B Mio-
Kapai.

KoHcyAbTaUIT cnedianicTis

Heespoaoe: rinokcMyHoO-illIeMiuHa eHledaionaris,
TOCTPUI Tepiof; CUMHAPOM Tinmep30ymauBocTi. BHy-
TPIIIHBOULTYHOYKOBUM KPOBOBWIUB 1-TO CTyIIEeHS.

Heghponoe: anomarniss po3BUTKY 30BHIIIIHIX CTaTe-
BUX OpTaHiB, NBOOIYHA TimoILIa3isi HUPOK, (DYHKILisS
HUPOK 30epexeHa.

Yponoe: npaBobiuHUl maxoBuit Kpuntopxism. -
nocrnanisi, croBoypoBa popma.

O¢manvmonoe: TBOGIYHUI KOH IOHKTUBIT.

Tenemuk: xpomocoMHa aHoMaiisi? PekomeHmoBa-
HO IIUTOTeHETUYHE OOCTEKEHHSI.

NiKyBQHHSI

B ymoBax craimionapy AUTMHA OTpuUMalia MapeH-
TepajbHe Xap4yyBaHHS 10 Mepioay cTabinmizailii craHy,
AHTUOIOTUKOTEPAIIil0, CUMIITOMATUYHI CEPEIHUKU.
Bunucana nomomy B 3ag0BiIbHOMY CTaHi 3 peKoO-
MEHIALIEI0 TMHAMIYHOTO CIIOCTEPEXKEHHS IIeAiaTpOM,
MOJAJbIINM JOOOCTEXKEHHSIM B TeHETHKA Ta OLJISIZIOM
creliajicTiB 3riAHO 3 PO3MUCAHUM IJIaHOM.
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V 3-MicsgyHOMY Billi IUTUHU OYJO OTPUMAHO BU-
CHOBOK T€HEeTUMKa IIpO MiATBEPIXKEHHS CHUHIPOMY
Bonbdpa — XipmxopHa (4aCTKOBOi MOHOCOMII 3a KO-
POTKUM IieYeM 4-1 XxpOMOCOMMU).

Y 10-MicT9HOMY Billi XJTOITYMK TTOBTOPHO HaIiii-
IIOB 0 JIiKapHi 3 (peOpuIbHUMU cyaioMaMu Ha (oHi
TOCTPOI pecripaTopHOi BipycHOI iH(eKITii.

OO0’ eKTUBHMI OTJISI TO3BOJIMB BUSBUTHU ITPOTPECY-
104y 0iJIKOBO-eHEepPreTUYHY HelpocTaTHicTh (10-1 neH-
TUJb), TPyOy 3aTPUMKY MOTOPHOTO PO3BUTKY, TiIIOTO-
HilO Y BUTJISIAI MiOTOHIYHOT'O CUHIPOMY.

Pe3yAbTQTN AOCAIAXKEHb

Yavmpaconoepagis nupox: o3HaKM rinoriasii Hu-
POK, KapThHa cTabijbHa.

Exoxapdioepagis: TBOCTYTKOBUI aOpTaTbHUI KJla-
MaH 3i CTEHO30M JIETKOTO CTYTIEHSI.

Heiipoconoepagis: TaToNOTIiYHNX 3MiH HE BUSIBIIE-
HO.

Enexmpoenuyeganoepais: nudy3Hi 3MiHNA OioelIeK-
TPUYHOI aKTUBHOCTI TOJIOBHOTO MO3KY 3HAauHO BU-
paxeHi, 3CyB y 0iK MOBiIIbHOXBUJIbOBOI aKTMBHOCTI.
BusiBiieHi BOrHUIIEBi OPYIIEHHS TOCTPOPO3PSIHOTO
XapakTepy B JiBiil TOOHO-CKpOHEBill AisSIHILII.

KoHcyAbTaUii cnevyiaAicTis

Hesponoe: rpyda 3aTpuMKa MOTOPHOTO PO3BUTKY,
TiMOTOHIS Y BUIVISIAI MiOTOHIYHOIO CHUHIpOMY, e-
OpUIBHO-CIIPOBOKOBAHI CYIOMU.

Ypoanoe: rinocnanist, croBoOypoBa ¢opma.

JwuTrHa BUITMCAaHA TOIO0MY 3 TO3UTUBHOIO JUHAMI-
KOIO.

Ha croroaHi maiieHT criocTepira€Tbcs neaiaTpoM
y MOJIIKJTiHiLIi 32 MiCLIEeM MPOXKUBaHHSI.

Takum ymHOM, yKpaii pigKicHU# cuHaApoM Bosb-
¢da — XipuxopHa OyB BUSIBJIEHUI Yy MallieHTa B paH-
HbOMY Billi. [leTaabHUI aHami3 JiKapeM-HEOHaTOoJ0-
rOM HasIBHUX aHOMaJTilf pO3BUTKY, BAAJIO MiAiOpaHuit
KOMILIEKC 00CTEeXEHb, TPAMOTHI KOHCYJIbTALIi1 CyMiX-
HUX CIEIiajlicTiB Ta MpoBeIeHa MeINKO-TeHeTHIHA
eKCITepTr3a JO3BOJIUIN BYaCHO BCTAHOBUTHU HiaTHO3,
Xo4Ja MPOTHO3 IJIsl KMTTS TMalliEHTa, Ha XaJlb, € He-
CIPUSTINBUM.

Kondaikr inTepeciB. ABTOpuU 3asBISIOTh PO Bif-
CYTHICTh KOH(JIIKTY iHTEpeCiB MPU MiATOTOBII AaHOI
CTaTTi.
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’f'opoACKast AETCKAST KAHNYECKAST GOAbHULIA, . /AbBOB, YKPAUHQ

OnbIT AUAFHOCTUKU N HODAIOAEHUS pebeHKa
C CUHAPOMOM BoAbdpa — XupLuxopHa

Pe3iome. B craTbe npeincTaBieHbl COBPEMEHHBIE JaHHBIE O
MPUYNHAX BOSHUKHOBEHMUST, 0COOEHHOCTSIX TeUeHUSI, TPUH-
LUnax IMarHoCTUKU U CUMIITOMATUYECKOTO JICUEHUSI AeTel
¢ cuHapomoM Bosba — XupiuxopHa. JlaHHoe 3aboJieBa-
HUE XapaKTepu3yeTcs 3aAepKKoi (pU3MOTOTUIECKOTO, YM-
CTBEHHOTO M MCUXOMOTOPHOTO pa3BUTHUs. B OonblInHCTBE
cllyyaeB MOTYT HaOJI0IaThbCsl MHOXKECTBEHHbBIE BPOXIECH-
HbIE TIOPOKYU Pa3BUTHUSI, B YACTHOCTHU cep/ia u moyek. Cpe-
IV BHEIIHUX MPU3HAKOB BBIACISIOT: HEOOBIYHOE CTPOECHUE
yepena («IIJIeM IPEeBHEro BOMHA»), MPSMYIO MEPEHOCHUILY,

YMEPEHHO BBIPaXXEHHYI0 MUKpOLie(halunio, TUIEePTEIOPU3M,
MaJIeHbKUI pOT C ONYIIEHHBIMU YIJIaMU, aHOMaJIbHOM (hop-
Mbl YIIHBIE PAKOBMHBI, BO3MOXKHbBIC PACIICIMHBI BEpPXHEI
ryobl 1 HebOa, aHOMAJIMM TJIa3HBIX SI0JI0K, TUITOCTIAINIO, J1e-
dopmaruu cror. Yacto HabMI0IAaI0TCSI TEMaHTUOMbBI KOXKU,
OOBIYHO TIJIOCKHME, HEeOOJIbLIMX pa3MepoB, JIOKAJTU30BaH-
Hble Ha aune. [Ipu obGciienoBaHUU BBISIBIASIOT TUITOTOHUIO
MBI, 3HAYUTEJIbHO CHUXKEHHYIO peakilii0 Ha BHEIIHUE
pasgpaxuTtenu. JlMarHo3 ycTaHaBIMBAalOT Ha OCHOBa-
HUM KIMHUYECKUX M3MeHeHui u mnoarBepxkaaioT JIHK-
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Bunaaok i3 npaktuku / Case Report

uccnenoanusiMmu. [pumepro B 80 % ciyyaeB y npobaHia
BBISIBJISIETCS IeJIeLIMsT YaCTU KOPOTKOTO Tieda 4-il Xxpomo-
coMbl. [IpuBeneHo onmucaHne COGCTBEHHOTO KIIMHUIECKOTO
HabJIIoAeHUS 3a peOeHKOM ¢ cuHapoMoM Bosbpa — Xupiii-
XOpHa, MOATBEPKACHHBIM B 3-MecIuHOM Bo3pacte. Hecmo-

TPs1 HA paHHee BbISIBIEHWE JAHHOTO CMHIpPOMA U MpeaHa-
3HAYEHHYIO aJleKBaTHYIO Tepamnuio, 3a00J1eBaHue UMEET He-
01arONpUSTHBIN TPOTHO3.

KnmoueBblie cioBa: cunmapom Bosibda — XupiixopHa; MHO-
JKECTBEHHbIE BPOXKIEHHbIE TOPOKU PA3BUTHSI; IETU

L.V. Besh"2, O.I. Matsyura®2, G.V. Bulak’, V.N. Chyrur?, V.P. Bobyk?, Stakhnyak D.V."

'Danylo Halytsky Lviv National Medical University, Lviv, Ukraine
2Municipal Pediatric Clinical Hospital, Lviv, Ukraine

Experience of the diagnosis and observation
of a child with wolf-hirschhorn syndrome

Abstract. Modern data about the causes, course peculiarities,
principles of diagnosis and symptomatic treatment of Wolf-
Hirshhorn syndrome are given in the article. The description of
own clinical case is presented. In most cases, there are multiple
developmental abnormalities, in particular heart and kidney de-
fects. External symptoms include: the unusual structure of the
skull (“ancient warrior’s helmet”), straight bridge of the nose,
moderately severe microcephaly, hypertelorism, small mouth
with drooping corners, abnormal auricle’s forms, also cleft lip
and cleft palate, eyeballs anomalies, hypospadias, feet deformi-
ty. Hemangiomas of the skin are often presented, they are usu-

ally flat, small and located on the face. Muscle hypotonia, signif-
icantly reduced reaction to external stimuli are revealed during
the examination. The diagnosis is based on clinical changes and
is confirmed by the DNA research. Deletion of the short arm of
chromosome 4 is detected in approximately 80 % of probands.
The description of own clinical observation of a child with
Wolf-Hirshhorn syndrome, confirmed at the age of 3 months,
is presented. Despite the early detection of the syndrome and
prescribed appropriate therapy, the disease has a poor prognosis.
Keywords: Wolf-Hirschhorn syndrome; multiple congenital
developmental abnormalities; children
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