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BUIIAJIOK II3HBOI JIATHOCTHUKHU JEPMAJIBHOI ®OKAJIBHOI
T'IIOIJIA3IL Y AMTUHU

'ByKkOBMHCBKHII IepkaBHHUiT Me/IMUHHiT YHIBEpCHTET, M. UepHiBIi
2O6nacHa quTAYa KITiHiYHa TikapHs, M. UepHiBii

Pe3tome. [lepmanbHa (okaibHA TiNoOIUIasis € pixkic-
HUM X-34CIUICHUM JIOMiHAHTHMM ME30€KTOJEePMaIbHUM
3axBOproBaHHAM. OnmcaHuil BUMamok cunapomy ['onpTia
JIEMOHCTpPY€ KIIIHIYHI MPOSBH, HEOOXIAHICTh MIKAUCIHILTI-

HApHOI OIIHKH, MIarHOCTHKH Ta OE3MepepBHOrO CIIOCTEpe-
JKeHHsI IaHO1 [aToJIoril.

KonrouoBi cioBa: arpodist mkipu, pepmaiabHa (oka-
JIbHA TIMOIIIa3is.

Beryn.  JlepmanpHa (okambHA  TiMOIUIA3is
(curapom ['oabTIA) € PIAKICHUM ME30€KTOIePMAalIb-
HUM 3aXBOPIOBAaHHIM, ONMMCAHWM NpuOIH3HO y 200
BUMAJKaX. 3 TEHETHYHOT TOYKH 30py 3aXBOPIOBAHHS
3YMOBJICHE TETEPO3UTOTHOI0 MYTAI[iEF0 B TeHI
PORCN Hna xpomocomi Xp11.23. Tun ycniagkyBaHHs
X-3ueIUIeHUui JOMIHAHTHHUM 13 JIETAIBHICTIO JJIS
IUIOJIB YOJIOBIYOI CTATI.

[Ipo neprioro mamieHTa 3 IepMaTbHOO (POKAITh-
HO¥O Tinormasiero (JJPI), ricromoriyao miaTBepmxe-
Horo, moBimomuB Jlibepman y 1935 pomi. [ombrix
(1962) ta T'opmin (1963) ommcanu KITiHIYHI 03HAKH
3aXBOPIOBAHHSI.

Cungpom ['ombTiia MaHiecTye 3 HapOMKEHHS
Ta Mae Oe3nmid KIiHIiYHUX o3HakK. OCHOBHUMH IIPO-
SIBAMU CHHJPOMY € BEJIHKI ciT4acTi abo JHIHI qiis-
HKM BHMTOHYEHHS IIKIpM 3 BHUIIMHAHHSAM >KHUPOBOI
KJIITKOBHHH; TIOBHA BiJICYTHICTh LIKIPM Ha OKPEMHX
JIIISHKAX Tija; HOICMEHTOBaHI abo JemirMEeHTOBaHI
CMYTH, TeJICaHTieKTa3ii Ta MaIJIOMH, SIKi B THIIOBUX
BHITIQJIKaX JIOKaNi30BaHI Ha TyDaX, ByXax, SCHAaX,
SI3UIN Ta B MiXBi, X04Ya Bi3HAYAIOTHCS TAKOXK Y ITax-
BOBIH, MaXOBili Ta HABKOJIOITYTIKOBIH MiJsTHKAX.

VY 3HaYHOI KUTBKOCTI XBOPHX CIIOCTEPIraroThCs
3MiHM KiCTKOBOI CHCTEMH y BUTJISAI HU3BKOTO 3pOC-
Ty, MIKpOKpaHii, Kio3y Ta CKOJIi03y, 3IUTTA Ta Cak-
pauizariii XxpeOIiB, MPUXOBaHOI IIIMHU XpeOTa, acH-
MeTpii 00aryys, TyiryOa Ta KiHIIBOK, aHOMaJIil po3-
BUTKY JHCTAJILHUX BIIUIIB KiHIIIBOK Ta T€HEPaIi30-
BaHOTO ocTeonoposy [1-4, 7].

Onwmcani TakoX 3MiHM 3 OOKy oueif: aHo(TaIb-
Misi, MiKpo(albMisi, TiepTeNopu3M, KOCOOKICTb,
IITO3, HICTarM, KOJIoOOMa BIacHE CYAMHHOI 000JIOH-
KH OKa Ta CITKiBKH, TeTepoxpoMmis abo aHipuIis paii-
IyXKKH, OJNAKWUTHI CKIEPH, 3aKyHNOPEHHS CIi3HUX
KaHaJiB Ta MOMYTHIHHA poriBkd [1, 2, 5]. M. Bap-
Oypr y CBOIiX JOCIIKEHHSX CIOCTepiraB Mikpodra-
JBMIiI0 3 TBOOIYHOIO KOJOOOMOIO panimaykHOi1 060I10-
HKH Ta SKTOIII0 KpHUIITaIuKa [6].

Jo aHomaitiii 3y0iB BIIHOCSATHCS MPOTHATH3M,
areHesis, TIMOJOHTISA, OJITOMOHTIS, MIKPOJOHTIS,
nedexru emaini. Onucani rineprpodis siceH, BUCOKe
apKOMOJiOHe WiAHEOIHHS, UIUTMHH TyOH, IedeKT
AIBBEOIIIPHOTO TTAPOCTKA, CEPEIMHAA IIITNHA SI3UKa,
MmoJBilfHA By3/eUKa Ta TeMirimomasis s3uka [3, 5].
HasBHi Timomasisi Kpuil HOCa, BUCTYIIAIOYi acCUMET-
pHUYHI BYITHI PaKOBHHH, TIMOIUIA3isA 3aBUTKA, IIpeay-

PUKYJSIpHI BHPOCTH, 3MillIaHA TIIyXO0Ta, MHKHI (ic-
Tynu. 11 9acTHHM XBOPHUX XapakTepHi Mikporeda-
JIist, PO3yMOBa BIJICTAJICTh, CIyXOBi Ae(EKTH, aHO-
Mautii HUPOK, CepIlsl, CEY0CTaTeBOI CHCTEMH Ta IIIIy-
HKOBO-KHUIIIKOBOTO TPakKTy [8].

Hinsuku atpodii MIKipH MOMITHI BXXe B MEpiof
HOBOHAPOJDKEHOCTI, a YKUPOBI BUII sSYyBaHHS, Marli-
JOMH Ha ry0ax Ta B AUISHII 30BHIIIHIX CTATEBUX
OpraHiB BHHHUKAIOTH ITi3Hime. JliarHocTn4HO 3Ha4H-
MOIO OCOOJIMBICTIO YpaXKeHHsI LIKIpH € CTaaildHIiCTh
TpoIiecy: 3amajibHa, OyIIb03Ha, aTpodigHa Ta mamiio-
MaTO3HA CTajii. 3a JaHUMH IESKUX aBTOPIB, AiarHO-
cTtugHOI0 o3Hakoro JIPI' moxe OyTH KiCTKOBa MO-
CMYTOBaHICTh, NPEACTaBJIeHa APIOHUMHU JIHIHHUMHI
JiasHKaMu [4], 0 MiIKPECTIOE BKIMBICTh pafio-
JIOTIYHOr0 OOCTEKEHHs cKejera 1yisl qudepeHuinHoi
JiarHOCTUKU. JIOIIIBHUM € MPOBEJACHHS KOMIUICKC-
Hoi JIHK-nmiarHoctuku B 00cTexyBaHii cim’i. ude-
PCHLIIOBAaTH 3aXBOPIOBaHHS HEOOXIAHO 13 IpHpO-
JUKEHOIO MOMKUIONepMi€lo, CHHAPOMaMH HETPHMaH-
HS MIITMEHTY Ta elilepMalIbHAX HEBYCIB.

Mera npocaimkennsi. O3HafloMUTH JNiKapiB i3
niarHocTHaHUME Kputepismu O/II.

Martepian i meroau. MeTon reHeaIOTiqHOTO
aHaJi3y, OIliHKa ()CHOTHITY, 3araIbHOKIIIHIYHE TOCITi-
JOKEHHS, MEIWYHA JIOKYMEHTALLisl.

PesynbTaT AoC/ipkeHHs] Ta iX 00roBOPEHH .
HaBonyMo BiiacHUWiT BUIaJ0K CHOCTEPEKEHHS JIBYM-
Hku 3 O XBopa M., 1997 poky HapomKeHHS,
3BEpHYJIacsl Ha MPUHOM JI0 JliKapsi-TeHEeTHKa 31 CKap-
raMH Ha IUIMM Ha IIKipi Ta 3MiHu 3y0iB. JliarHo3 npu
HarpasyierHi B OJIKJI: Heiipodidpomaros, remanrio-
Ma mmmi. Jutuaa Bix 111 BaritHOCTI, 11T diziomoriaamx
MOJIOTiB y recramiiHoMy TepMii 38 TmxHiB. [Ipn
Hapo/DKeHHI Maca Tina autian — 3000 T, moxunaa 50
cM. CnamkoBiCTh TI0O MaTepUHCHKINA Ta OaThKiBCHKIH
niHiAX He o0TsvkeHa. 3 OOKy OaThKa BCTAaHOBIIEHO
HasBHICTh IIKIJUIMBUX 3BHYOK, MpodeciiiHi ImKimim-
BOCTI Ta IICUXOEMOLIii{HI HABAHTa)KEHHSI.

VY HeoHaTaJbHOMY Iepiofi, 31 CiiB MaTepi, Au-
THHA pocjia 1 po3BUBAJacs 3riHO 3 BikoM. B anam-
Hesi yacti ['P3, HiuHMIA eHype3 Ta MopyHIeHHS MOB-
JICHHSL.

O06’exTuBHO: (Pi3UUHMIT PO3BUTOK HMXKYE Cepell-
HBOTO, TapMOHiitHHNA. CTaTeBHI PO3BUTOK BIiIMOBi-
nae Biky. BuzHaueHO 0coOIMBOCTI (DEHOTHITY: JIHIIe-
Bi qu3MOpdil mpeacTaBieHi y BUTIAAI oKcumedanii,
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Puc. 1. AcumerpuuHi JiHIHHI CMYTH Tillo- Ta TiEPIirMEHTOBAHUX aTPOQIUHUX IULTHOK IIKIPH 3 TeIEaHTIeKTa3isIMH Ha BepX-

HiX (A) Ta HIKHIX (B) KiHIIBKaX

Puc. 2. VYpaxkeHHs MKIpH Ha KHCTAX PYK Ta AUCTPOQis
HITTIB

MUIKHX OpOiT, ek30(TanbMy, I136000M010HOTO HO-
ca, Tirmorasii BepxHboi menenw, nporeHii. [1ig gac
OTJISITY B NIBYMHKH BiIMiYCHO XapaKTepPHY MOCMYTO-
BaHICTh IIKIpH, IUCTPOQII0 HITTIB, TilEpeMOBaHY
CM30BY O0OJIOHKY POTOBOT MOPOKHUHH, JHUCILIA3I0
Ta aJIOHTII0 3y0iB, CHHIAKTUIIIO IPYroro Ta TPEThO-
T0 MaJbLiB 000X CTOII.

HaBomumo KTiHIYHO-QEHOTHITOBI MPOSBU 3a-
XBOpIOBaHHA y nipodanaa (puc. 1, 2, 3).

Jutuni Oyno mpoBeneHO JAeTajbHE KIIHIYHO-
nmabopaTopHe OOCTE)KEHHS, SKE BUSBWIO HACTYIHI
3MIHM: JHCIUIA3if0 3y0iB; MAamilioMaTro3 30BHIITHIX
CTaTeBHX OpTaHiB; JIIBOOIYHWIA TpPyHO-TIOTIEPEKOBUH
ckomio3 I cr.; IIMK (remoamHaMiqHO HE3HAYHUI),
NOPYLIEHHS CEPLEBOro pUTMY (IIepeacepaHa eKcTpa-
CHUCTOJIisl); HOPYIISHHS! MOBJICHHS; iMyHOAEDIUTHI
MOPYIIEHHS 3 TIEPEBAKHUM YpaxKeHHsIM T-KIIITHHHOT
JIAaHKY; HEe3HauHy rinoxpomito. Bukonano Y3]] cep-
s (Miokapa audy3HO 3MIHEHHH, PIBHOMIPHO ITOTOB-
mennid, [IMK, 1mineHi Xopan); BHYTpILIHIX OpraHiB
(pO3UIMPEHHSI  YalIKOBO-JIOXaHKOBOTO  KOMILIEKCY
000x HHUpPOK; S-nogibHa nedopmaris >KOBYHOTO Mi-
Xypa); opradiB Mayioro Tasa (IpioHi (odiKyIn pizHO-
TO CTYIICHS 3pUIOCTi B 000X sieuHMKax). JlutnHa npo-
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Puc. 3. TTomkomKeHHs B TiIAHI AT

KOHCYJIbTOBaHa Ha Kadeapi JepMaTOBEHEPOJIOril
BJAMY, miarao3 miaTBepKeHUI.

BucHoBknu

1. JlepmanbHa ¢okanpHa rinomasis € pijakic-
HUM KJIIHI9HO-TETEPOTeHHUM X-34eIUICHUM JIOMiHa-
HTHUM T€HOJEPMAaTO30M.

2. KapauHanbHIMH O3HaKaMH JepMalbHOI (o-
KaJbHOI rimoruasii € BorHuiieBa arpodis mKipu 3
BUOYXaHHSIM MiIIKIPHOT KJIITKOBUHHM, HAIiJIOMAaTO3,
CHHJIAKTWIIisl, aHOMaJTi1 3y0iB.

3. CrocrepexeHHsI 32 XBOPUMH Ha (DOKaJIbHY
JiepMajibHy TiNOIUIa3io Ta X CiM’sSMH MOBHUHHO MPO-
BOJHTHCS, B MEPILY YEPry, TCHETHKAMH, K KOOPAH-
HATOpPaMH CIIOCTEPE)KEHHs 32 JaHUMH CiM’MH, IO
Oyle chopusTH paHHIA JiarHOCTHII, aJCKBATHOMY
JIKYyBaHHIO Ta TOKPAI[AHHIO COMIajdbHOI amamTarii
XBOpHUX Ta iX ciMeil i3 3amydeHHAM (haXiBIiB Pi3HUX
mpodimiB (gepmaTonora, CTOMAarojiora, OPTOIEAa,
riHeKoJIora, HeBPOJIOTa, MCHXiaTpa, racTPOSHTEPOIIO-
ra, Kap/ioJora).

4. ITpoinakTHKOIO BUHUKHEHHS 3aXBOPIOBAHHS
€ e(heKTHBHE MEAUKO-TCHETHYHE KOHCYJIbTYyBaHHS
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Goltz syndrome / R.D. Quain, G. Militello, J. Junkins-
Hopkins [et al.] // Arch. Dermatol. — 2007. — Ne 143 (1). —

ciMeii, sIKi MalTh JiTel Ta iHIIUX POIMUIB, XBOPHUX
Ha JiepMajibHy (hOKaJIbHY TilOILIa3ito.
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CJIYUYAM NNO3HEM TUATHOCTHKH JEPMAJIbHON ®OKAJBHOM
T'ANOIIA3BUH Y PEBEHKA

H.H. ITuosvicouxasn, U.B. /lacmueka, JI.B. boiitko, H.M. Banuzypckuii

Pe3tome. I[epMaJ'ILHaﬂ (.J[)OKaJ'II)HaSI TUIIOIJIa3Uus - 3TO PEAKOC X-clLeIIeHHOE TOMUHAHTHOE ME303KTOACPMAJIBHOC 3a-

6onepanne. Onucanblil ciydail cuaapoma 'onpTia JEMOHCTPUPYET KIMHUYIECKHE MPOSIBICHHUS, HEOOXOAUMOCTh MEXKIUC-
LUMIMHAPHON OIIEHKH, THarHOCTUKU U HETPEPHIPBHOTO HAOMIOEHHS JaHHON MaTOIOTUH.

KnroueBble ciioBa: aTpodus KOXu, AepMaibHast (POKAIbHAS THIIOTUIA3HS.

A CASE OF LATE DIAGNOSING DERMAL FOCAL HYPOPLASIA IN A CHILD
N.I. Pidvysotska', LV. Lastivka', L.V. Boiko’, LM. Valyhurskyi’

Abstract. Dermal focal hypoplasia is a rare X-linked dominant meso-ectodermal disorder. The described case of

Key words: skin atrophy, dermal focal hypoplasia.

Penensent — mpod. O.K. Komockosa

Goltz’s syndrome shows clinical manifestations, a need for a multidisciplinary assessment, diagnostic and continuous moni-
toring of this pathology.
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