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Pestome. lpusogntcs HabnwogeHne cuHapoma BupgemaHa — PayTeHiuTpayxa y gesoyku 2,5 roga. [aHHoe
COCTOSIHWE SABJISAETCSA YPEe3BblHaliHO PEAKOV BPOXLAEHHOV NaTosiormen, 3TMosorvs KoToporo 4o KoHLUa He ycTta-
HoBrieHa. OCHOBHbIMY KITMHUHECKUMM MPU3HaKamy sIBIISIKOTCSA NPOrepouaHbie HYepTbl, pe3Kas 3ajepxka aHTe- u
rocTHatasibHoro pocta, riceBhoruapoyeganvs, nMnoaTpogums (Lo, KOHEYHOCTH), TMNOTPUXO3, BbICTynaroLyme
BEHbI Ha rosioBe, XapakTepHoOe CTPOEHNE NIMLEBOIro Yepena v ap. Jle4eHne Tobko cumnromaTnydeckoe. 3abore-
BaHue UMEET MPOorpeccUpyroLLiee TEHEHNE 1 PaHHIOK NeTasibHOCTb. [lpefocTaBieHo onvcaHue nepBoro cryyas

B YkpauHe 1 KopOoTKuui 0630p nTepartypel.

Knio4eBble cnoBa: cuHgpom Bupemara — PayTeHLuTpayxa; nepBoe onicaqme cily4as B YkpauHe; 06300

Cungpom Bupemana — Payrenmrtpayxa (CBP,
Wiedemann — Rautenstrauch syndrome), HeoHaTaIb-
HBIM IPOT€POUIHBINA CUHIPOM — YPE3BbIYAHO peaKas
BPOXXICHHAs TMaTOJIOrUsI, KOTopasl MPOSIBISIETCS cpasy
nocye poxaeHus: pedbeHka. Onucan T. Rautenstrauch
u F. Snigula B 1977 rogy y AByX cecTep Kak paHee He
M3BeCTHOE MposiBieHue nporepuu [1]. Yepes aBa roga
H.R. Wiedemann (1979) onucan aByX MaJb4MKOB U3
pPa3HBIX ceMeil ¢ TTOXOXXMMU KIMHWICCKUMU CUMIITO-
Mamu |2]. Puck noBropenus B cembe — 25 % [3]. Ipen-
ToJIaraeTcsi ayTOCOMHO-PEIIECCUBHBIN THUIT HaCJEIO0-
BaHus. Hanuuue ommcaHusi HECKOIbKUX Tap CUOCOB
TOATBEPK/IaeT ayTOCOMHO-PEIIECCUBHOE COCTOSIHUE
[4, 5]. DTnonorust u nmarorene3 CBP He ycTaHOBIEHBI.
Kapuotun HOpMaJibHBI MYXCKOW WA HOPMAJbHbBII
JKEHCKUH.

0 2016 r. BKIIOYUTEIBHO B IUTEpaType ObLIO MpPeI-
cTraBjieHo onucaHue 51 ciaydas cuHapoMa Bugemana —
PayreHiuTpayxa, omfHAKO TOJABKO Yy 15 maneHToB quar-
HO3 MOXET CUMTAThCS MOJHOCTbIO MOATBEPKACHHBIM, Y
12 manyeHToB IMarHo3 BO3MOXHbII, HO HET 1OCTAaTOY-
HO JAHHBIX JJISI €r0 MOATBEPXKACHUS, V 24 MaleHTOB
HE MCKJII0YEH aJlbTEPHATUBHbBINA auarHo3 [6]. ITpobie-

MBI JUArHOCTMKM OOYCIIOBJIEHBI PEIKOCTbIO CHHAPO-
Ma, IIMPOKON BapuabeTbHOCThIO (DEHOTHUIIA, a TaKXKe
OTCYTCTBMEM YETKMX F'€HETMUYECKUX MapKepoB 3a0o0Jie-
BaHUsI. M bl IpecTaBlIsieM KpaTKUii 0030p JIUTepaTyphl
U MepBoe onucaHue B YkpauHe HoBoro ciaydyas CBP y
JIeBOYKM 2,5 roaa.

OCHOBHBIMU XapaKTepHbIMU TTpu3HakamMu CBP sB-
JISIIOTCSI: pe3Kasl 3a7epKKa aHTeHaTaJIbHOTO M TIOCTHA-
TaJIbHOTO pOCTa, HU3Kash Macca Tejla IIpU POKICHUN,
TIceBIoOruapoledans, MBIIICUYHAs TUIIOTOHUS, JIU-
moaTpodus, IMUPOKO OTKPHITHIN OOJIBIION POTHUYOK,
HaJIM4Iie MOJIOYHBIX 3yOOB IIPU POXICHUU (TIpUMEp-
HO B 70 % ciyyaeB), peaKue BOJOCHI Ha TOJI0BE, CyXas
MOPIIMMHUCTAST KOXa, BEIpaKeHHBIC BEeHBI Ha depere,
TUTIOTIIA3USI CKYJIOBBIX KOCTEH, CTAPYECKOE TPEYTOIb-
HOE JIMLIO C KJIIOBOBUIHBIM HOCOM, MaJIcHbKIUM PTOM,
MaJIECHbKOM BEPXHEM YEIIOCThIO, BHICTYHAIOLINAM IO -
GOpPOAKOM U IJTyOOKO MOCAXXEHHBIMU I[JIa3aMU, CKYI-
HbIMU OpPOBSIMU Y PECHMIAMM; TUIIOILIA3US AUCTAJIb-
HbIX ¢anaHr um Horteil. C yBeJIMYeHMEM BoO3pacTa
BHeILIHUI BUA pedbeHKa He MeHsieTcs [7]. HecmoTps Ha
MOJIHOLIEHHOE BBICOKOKAJIOPUITHOE MUTaHue, y peOeH-
Ka COXpaHseTCs 3HAYNTEIbHbIN 1e(UIIUT POCTa U Mac-
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col Tena [8]. Y neBouku, onucanHoil T. Rautenstrauch
u coaBT. B 1977 1., K 16-71€THEMY BO3pacTy pa3BUIaCh
atakcMsl M 3alepxkKa IICUXOMOTOPHOTO pa3BUTHS.
[TcuxoMoTOpHOE pa3BUTHE TAKUX MAIIMEHTOB Pa3INy-
HBIMU aBTOpPAMM XapaKTepU3yeTcsl MO-pa3HOMY — OT
CWJIBHOTO OTCTaBaHWs [9], HA HUKHEU rpaHUIe HOP-
™Mbl [10], 10 HOPpMaTbHOTO KOTHUTUBHOTO U MOTOPHO-
ro pazsutus [11].

OtnuunteabHOit ocobeHHocThio CBP aBnstercs
JUIoaTpodusi, KOTOPYIO HEKOTOPbIE aBTOPHI TPAKTY-
0T KaK reHepajn3oBaHHY0. OnHAKO MpU OMMCAHUU
KJIMHUYECKUX CJIydyaeB IOIAaBJISIONIee OOJIbLIMHCTBO
HCccaeaoBaTeNiell yKa3blBaeT Ha 3HAUMTEIbHbIN Aedu-
LIMT MOAKOXHOTO XX1pa Ha JIULE, KOHEYHOCTSIX, HO CO-
XpaHEHME ero Ha OOKOBBIX MOBEPXHOCTSIX TYJOBUIIIA,
groguuax [9, 10]. MarHUTHO-pe30HaHCHasE TOMOIpa-
dus (MPT), npoBeaeHHas y IByX I€BOYEK B BO3pacTe
10 1 17 net, moATBepKIAeT HAJIMYKME HOPMaJbHOIO KO-
JIMYECTBA XMpa Ha TYJIOBUIIE U 3HAUUTEIBHOE CHIKE-
HUE Ha Jinile U KoHeuHOoCTsX. [Toreps kupa oTMedeHa
B TapaBepTeOpaIbHBIX U JIATePATbHBIX TIIOTEATbHBIX
obnactax. DEXA-scan ycTaHOBWJIO 3HAYMTEIbHOE
CHIDKCHME KaK XKMPHOM, TaK M Toleil maccel [12].
Pesynabrar OMOIICUM KOXM Yy 4-MECSIYHOTO MajibunKa
¢ CBP BuIgBUI 3HAUNTEIBHOE pa3peKeHne dJ1acThye-
CKOro MaTepualia; Mmpu 3JIEKTPOHHON MUKPOCKOIUU
He ObLIO BBISIBJICHO KaUeCTBEHHBIX MOP(HOIOTMYECKUX
HapyIlIeHU U MPU3HAKOB JereHepaliu, OQJHAKO Mpr-
CYTCTBOBaJI HOpMaJibHbI€, HO OYEHb MaJIeHbKUE 3J1a-
CTUYECKHUE BOJOKHA [8].

KpoMme OCHOBHBIX NMPM3HAKOB CHUHAPOMA TaKXe
OTMEYaloT MyIMOYHYI0 IpbiXy [11], IBYyCTOpOHHIOIO Ta-
30BYIO 9KTa3U10, YACTUYHYIO CUHIAKTUINIO BTOPOTO U
TpeTbero naiblieB HOT [13], 3armbanne BepXHEro Beka
[14], runmoTupeo3 BceACTBME HApYIIEHUsS OPTaHU-
dukanum [15], runocriaguio [16], menymeHne Koxu,
cnabbIii KPUK U 3aTPYAHEHUE JBbIXaHUS C POXICHUS
[17], ckeneTHble aHOMATMU, HAPYIIEHUE CO3PEBAHUS
KOCTH, IJUHHBIC (MapdaHOIoao0HbIe) manbubl 18],
OCTEOTICHUIO, TIOBBIIIICHUE YPOBHS IE30KCUITUPUIN-
HOJIMHA B MOYe€, YpEe3MEPHbIC CYCTaBHBIC KOHTpaK-
TYpbl, TEPCUCTUPYIOIINI TPOMOOUUTOIU3, PEKTab-
HbIiA mposaric [19], sHTpomuio, KaMIITOAAKTUJIUIO,
BPOXIEHHYIO AMCIIa31i0 6eapa, TMIOIIa3uio MbIIIIILL
HYDKHUX KOHEYHOCTEH, BBIMYKJbINA J10O U areHe3uto
corpus callosum [20]; purugHOCTh U CIa0OCTh B CYy-
ctaBax [21], pa3MsryeHue Xxpsuieil Tpaxeu, Hapylle-
HUE ciiyXa, racTpoasodareaybHbIil pedIIoKc, 3a1ophl,
aHOMaJIbHBIN 3yOHOM psij, AepMaTUT, TUTIEPIIUTMEH-
TaIuio, MPOrpeccupylommnii Knpockoamos, 0CTeoro-
P03, BEHTPUKYJIOMETAJINIO, allUyPUI0, KPUTITOPXU3M,
TMIOMYTHEHWE POTOBUIIBI C BPOXACHHOUN TIayKOMOM,
KampuMUKAINIO 0a3aJIbHBIX TAHTJINEB, TTOPOKU CEP-
Jlla, CYyIOpOXHBIe paccTpoiictBa [22], ucTOHYeHUE
LICHTPAJIbHOM POTOBUIIBI, JarodTansM [23]. ¥ MHOTHX
MalueHTOB 3a(MKCHUPOBAHO OTCTaBaHUE KOCTHOTO
BO3pacTa OT ITacIOPTHOTO.

OTKJIOHEHUS] B TOPMOHAJIBHOM U JIUIIMIHOM MeTa-
6onmuaMme Obliu HaineHsl E.K. Pivnick u coaBt. y 3 u3
5 nmauueHTtoB [4]. H. Arboleda u coaBT. cuuTaror, 4yTo
JIUTIMIHBIE 1 TOPMOHAJIbHbIC AaHOMAJIUU SIBJISIIOTCST CO-

CTaBJIsIOIMMU cuHApoMa [ 18]. BeisiBaeH HapylLLIeHHBIN
JIMITUIHBIA MeTabor3M, BHICOKMI YPOBEHb IpPOJaK-
ThHaA U Tpuruuepuaos [19]. B to xe Bpems C. Stoll u
COaBT. OTMEUAIOT IMOBBIIIEHUE YPOBHS TPUTJIMIIEPUIOB
TIpY YPOBHE XOJIeCTepUHA Ha BepXHEl TpaHUIe HOPMBI
[10], a B. O’Neill 1 coaBT. He BBISIBUIN TTOBBIIICHUS
YPOBHSI TJTIOKO3bI HATOIIAK, YPOBHEW JIMTIUIOB U WH-
cynuHa [12]. J.W. Hou He BbISIBUI TUTIEPUHCYTMHEMUN
WIN AUCTUTIMACMAUH, OMHAKO OTMeUasl HaJu4drle TUITO-
JIMTIAIEMIY, HU3KOTO YPOBHS TOPMOHA POCTa U MHCY-
JIMHOTIOA00HOTO (hakTopa pocrta 1 [22].

OnucaHa WHTEHCHUBHAS JEeMMEIMHU3ALUS IIeH-
TPaJIbHOM HEPBHOM CUCTEMBI C <«TUTPOBBIM» PUCYH-
KOM Y IeBOYKH 5,5 roga ¢ KIMHUYECKUMU TIpU3HAKaAMU
CBP, ¢ 60Ab1IMM KOJIUYECTBOM HEUTPATbHBIX SKUPOB 1
MPOMEXYTOYHBIM OCTAaTKOM PACIIEIJIEHUS] MUETUHA B
Makpodarax [24]. BoisiBAeHO MpaKTUUYECKU MOJHOE OT-
CYTCTBME MUeJIMHA B Mo3re [25].

VY HeKOTOpbIX MAlMEHTOB ObUTM OOHApPY>XEHBbI MY-
Taumu reHoB LMNA, KoTopbie CBSA3BIBAIOT U C IPYTU-
MU BupamMu niporepun [26]. Heckonbko MccaenoBaHUA
TIOCBSIIIIEHO U3YYeHUIO JUTMHBI TEJIOMEP, OHAKO JUTMHA
KOHIIEBOTO PECTPUKIIMOHHOTO (hparMeHTa COCTaBWIJIA
13,3 kb 1 okazaiach He MeHbIIe, 4YeM B HopMe [27]. My-
taumu reHoB LMNA, ERCC8 u ZMPSTE24 Bpsin mm
MOI'YT paccMaTpuBaThcsl Kak mpuunHa CBP [22]. My-
TalMU TeHOB lamin A MOTYT OBITh CBSI3aHbBI C BOSHUKHO-
BEHMEM JIPYTUX BUAOB MPOrepUHr, OJHAKO MPOrepust He
rnepeaaeTcs Mo HaCASACTBY U BCe HOBBIE ClIydau paccMa-
TPUBAIOTCS KaK CIIOHTaHHbIE MyTalluu. 3apuKcUpoBaH-
HbIE XpPOMOCOMHBIE TTOJIOMKU Y HEKOTOPbIX MallMEHTOB
W KaJbLubuKaius 6a3aJbHbIX FAHTJIMEB MOCIe pAHHETO
JIETCTBA MOTYT IpeArnoJaratb yyactue n1eeKToB BOCCTa-
HosieHus JJHK B matoreHese cunnpoma [22].

J. Karteszi 1 coaBT. 0OHapYyXWUIU MO3aUYHYIO TPU-
miouanio/Terpartonnnio B 60 u 14 % KJIeTOK COOTBET-
CTBEHHO M PEKOMEHIYIOT MPOBOIUTH XPOMOCOMHbIN
aHanu3 (pubpoOIaACTOB Y BCeX MAllMEHTOB ¢ MTpU3HaKa-
MU IIpOrepuu u Jurnoauctpoduu [28].

Y HOBOPOXIEHHOW IEBOYKHM C XapaKTEePHBIMU TTPH-
sHakaMu CBP 0ObUTO TIpOBeeHO CEKBEHUPOBAHME
9KCOMa, KOTOpOE TIOKA3aJi0 HaJW4Me [BYX TaToJIO-
ruyeckux BapuaHtoB B POLR3A: ¢.1909 + 18G > A;
p.(Y637Cfs*23) u ¢.2617C > T; p.(R873*). Myrauuu B
POLR3A (OMIM #614258) 00bIYHO aCCOLMUPYIOTCS C
cuagpomoM 4H neiikomucTpoduu, KOTOPBI XapaKTe-
pU3yeTCsl TpUaa0i CUMIITOMOB — TMITOMUEIMHU3AIINSI,
TUITOIOHTHUSI, TUTIOTOHAAOTPOIHBIN TUIIOTOHAAU3M [29].

Ha ocHoBaHuu cpaBHeHUsT (heHOTUIIA TTALIMEHTOB
¢ CBP u ¢peHoTHUIIa MALIMEHTOB, UMEIOLIUX ayTOCOM-
Ho-HacaeacTBeHHYo MyTauuio reHa POLR3A, npen-
noJjiaratot, yTo CBP MoxeTt ObITh BbI3BaH Ouasjieib-
HbIM BapuaHTOM B POLR3A (uaeHTudUIMPOBAHHBIM
IyTeM CEKBEHUPOBAHMS 3KCOHA TOJIHKO y OJHOTO Ia-
uueHTa) [5].

N. Akawi ¥ coaBT. UMeJIU BO3MOXHOCTb WUJIEHTU-
duuMpoBaTh OJOK TOMO3UTOT Y TpeX OOJbHBIX U3 Of-
HOU ceMbM, oxBarbiBaomwuii 2.3 Mb Ha Xpomocome
19p13.3p13.2. OgHako cekBeHMpPOBaHUE 0 Sanger U3-
BECTHBIX TEHOB U ITOJTHOE CEKBEHHMPOBAaHUE SKCOHA HE
BBISIBUJIO YOSAUTENIbHBIX MPUYMHHBIX MyTaumii [30].
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CpenHsisi TIPOAOKUTETLHOCTD KU3HU pebeHKa ¢
CBP — 10 6 net. O6GBIYHO MALIMEHThI JOXHWBAIOT 0
7-MeCSTIHOTO BO3pacTa, 04eHb PEIKO — 1O TOIPOCT-
KOBOTO Tepuoja. Tpoe 4JleHOB CeMbH, CTPaAalOlINX
CBP, mepexuiau MOAPOCTKOBBIN TEPUO, a OAUH U3
Hux goctur 27-netHero Bo3pacrta [30]. [To manHBIM
JINTePATypbl, TPOE TMAIMEHTOB ITOCTUTJIM BO3pacra
16—23 mec. [4], onuH mamueHT — 24 mec. [31]. OcHOB-
HBIMU IPUYMHAMU CMEPTU TaKMX AETe SIBJISIOTCS
MPOOJIeMBI C CEpALIEM WX UHCYJIBT. YeThIpe mauueHTa
YMEPJIM TTOCJIe CeTIcuca WX aCIIMPallMOHHOM ITHEBMO-
HuM B Bo3pacte 1 rox 1 mec., 4 rona, 6 jget 2 mec. u 7,5
roaa [22].

ITatorenetnueckoe jneyeHune CBP Ha ceromnsii-
HUIi JIeHb OTCYTCTBYeT. MOHUTOPUHT CepACYHO-COCY-
IUCTBIX 3a00JIeBaHUII M CBOEBPEMEHHOE IIPOBEICHUE
KOPOHApHOTO IIIYHTUPOBAHUSI/aHTUOIJIACTUKN WHOT-
J1a TIO3BOJISTIOT 3aMEJIUTh TTPOTrPecCUpOBaHUE Cepaed-
HO-COCYyIUCTON maTtoysiorud. HasHaueHue acnupuHa
WHOT/IA MOXET MPeJOTBPATUTh CEPACUYHBIC MPUCTYIIBI
" UHCYJIbT. Ha3zHaueHne CTaTMHOB M aHTUKOATYJISTHTOB
PEKOMEHIIOBAHO [JIs1 TPEAOTBpAIeHUs 00pa3oBaHUs
TpomOOB. Mciosib30oBaHMe MpenapaToB peKOMOMHAHT-
HOI0 FOPMOHA POCTa CIIOCOOCTBYET YBEIUYEHUIO POCTA
1 Macchl Tena. PU3noTepareBTUYECKUE IIPOLIEAYPhI
MOTYT IIOMOYb C TYTOIOABUKHOCTBIO CYCTaBOB. Yaje-
HHUE MOJIOUHBIX 3yOOB PEKOMEHIOBAHO IJIsi (DOPMUPO-
BaHUsI TOCTOSTHHBIX 3y0OB, KOTOPOE HAYMHAETCS PaHO.
B 2006 roay ucciaenoparenu CIIIA BHeCIU B KyJIbTypy
HapyleHHbIX (UOPoOIACTOB MHIMOUTOP (apHe3U-
TpaHchepasbl, KOTOPHI paHee MPOXOAVII UCIIBITAHUS
Y OHKOJIOTUYECKUX OOJBHBIX, U 3TOT IPOIIECC BEPHYI
cTaperolMM KJIeTKaM HopMasibHyIo ¢hopmy. B HacTosI-
1ee BpeMsl TTPOXOISAT KJIMHUYECKHE UCTIBITAaHUsI TIpe-
mapara joHapapau6 (Lonafarnib) — nHruduropa dep-
meHTa farnesyltransferase (FTIs), KoTopbiit MOXeT ObITh
WCTIONIb30BAH IS JieueHus iporepun [32]. YuuteiBas
KpaifHe orpaHnyeHHOe yucio HabmoneHuii CBP, He-
OOJIBIITYIO TIPOJOJIKUTEIBHOCTD XKU3HU MAIIUEHTOB, J10-
CTOBEpHbIe NaHHble 00 2(h(PEeKTUBHOCTU KAKOTO-TU0O
METO/a JIeYeHUs OTCYTCTBYIOT.

KAMHUYECKUN CAy4an CUHAPOMA
BunaemaHa — PayTteHwTpayxa

Popurenn mamueHtku M., 2,5 roga, oOpaTtuiuch
B OTHEN IEeTCKOM 3HAOKpUHHOM maTtonoruu I'Y «UH-
CTUTYT 3HIOKPUHOJIOTMU M OOMEHA BEUIECTB MMEHU
B.I1. Komuccapenko HAMH Ykpaunbl» B utojie 2013
rojia ¢ Xajjo0amMu Ha 3HaYNUTEIbHOE OTCTaBaHUE IEBOY-
KU B poCTe.

AHaMHe3 Xu3HH. PeOGEHOK OT BTOpOII GepeMeHHO-
CTH C Yrpo3aMHu NpepbiBaHus B cpoke 12, 18—19, 24—29
Henenb. B cpoke 30 Hemenb TPOBENEHO IKCTPEHHOE
KecapeBo ceueHue. Macca npu poxmennu — 1090 T,
muHa — 37 cM. Ilo mkane Anrap — 6—7 GajlioB.
VY pebeHKa OTMEYAIMCh TUIIOKCUYCCKI-UIIEMIIECKOE
MOpaXKeHWEe TOJIOBHOTO MO3Ta, CUHIPOM YTHETEHWUSI,
MopdodyHKIIMOHATbHAS HE3PEJOCTh (MPOBOAMIACH
HMCKYCCTBeHHAsT BEHTUJISILIUS JIeTKUX B pexkume CPAP).
PebGeHOK BbIMMCAH U3 CTallMOHApa C IOJOXUTEIbHOM
JNUHAMUKOM, ¢ Maccoit Tena 3140 r.

IlepBast 6epeMEeHHOCTb Y MaTepU 3aBepLIMIACh aH-
TeHaTaJIbHOI TMOesIbIo T10a Ha cpoKe 29 Heaelb (Tpu-
YyHa HEM3BECTHA).

AnamHe3 3a0oaeBanus. [InarHo3 CBP ycraHoBieH
B BO3pacTe BOChbMU MecsieB. I1poBeneHO KaprMOTHUITH -
pOBaHUe JJIST UCKITIOUYEHMST XPOMOCOMHOM TTaTOJIOTHH:
kapuotun 46,XX. PeGeHok HaOomaics y neavarpa,
HEBPOJIOTa TT0 MECTY XXMTEJIbCTBA TT0 TTIOBOTY 3aIePXKKHN
TICUXOMOTOPHOTO U (PU3UYECKOT0 pa3BUTHSI.

Pesyabrater oocnenoBanms. Poct — 58 cm (< 75-to
MepLeHTWIst), Macca Tejda — 6 Kr. MHaekc macchbl
tena — 17,85 kr/m?. Ilpu ocMoTpe pebeHKa oTMeya-
FOTCSI OTKPBITHIC YePEITHbIC BBl M POIHUYKU, PEIKHE
BOJIOCHI Ha TOJIOBE, peKKe OPOBU M PECHMIIBI, BBICTY-
natoniue JoOHbIe M TeMEHHbIe Oyrpbl, KIIOBOBUIHBIN
HOC, MaJICHBKHMI pOT, MBIIIEYHASI TUITOTOHMSI, TYTOIIO-
JIBDKHOCTD KOJIEHHBIX CYCTaBOB, cJ1Tab0e pa3BUTHE TTOI-
KOXHO-XKMPOBOU KJIETUATKU Ha JINIE M KOHEYHOCTSIX,
BBIpAXXEHHAsT TIOJKOXHAS BEHO3HAs CETh, 3aiepKKa
TIICUXOMOTOPHOTO pa3BUTHs. JleBouKa OUYeHBb ApYyKe-
JIoOHA, CTIOKOWHO pa3peliaeT MPoBeCTU KIMHUIECKU

OCMOTp, aIcKBaTHO pearupyeT Ha OKPYKaIOLIUX, IIPO-
SIBJISIET MHTEPEC K UTPaM U OOLIEHMIO C IETbMU.
Pesyabratel sa0bopaTtopHoro oociaemoBanusa. O6-
LM aHATM3 KPOBU: Jeikouutel — 4,06 x 10°/1 (Hop-
ma 5,0—12,0 x 10°/m), sputpouutsl — 4,63 x 10'%/n
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(nopma 3,5—4,5 x 10'2/1), Hb — 128 r/n (HopMma 110—
145 r/1), CKOPOCTh OCeIaHUsT IPUTPOLIUTOB — S MM/U
(mopma 2—12 mwm/4). BuoxmMmmueckue wucciemnoBa-
HusL: 001mi 6e10K — 63,6 r/1 (Hopma 60,0—80,0 r/i),
Kajpliii — 2,6 MMOJb/1 (HopMa 2,1—2,6 MMoJIb/J),
docdop — 1,85 mmonbe/a (Hopma 1,1—2,0 MMOmB/IT),

Kene3o chiBopoToyHoe — 11,95 Mxmonbs/n (Hopma
4,5—18,1 MKMOJIB/7T), TJIIOKO3a KPpOBU — 4,1 MMOJIb/J1
(Hopma  3,33-5,55 MMOab/N), XOJECTEPUH —

3,83 mmonb/n (HopMa A0 5,2 MMOJb/N), TPULIM-
uepuasl — 1,31 Mmonb/a (HopMma 10 2,3 MMOJIb/J),
JIMTIONIPOTEUAbl HU3KOW IUIOTHOCTU — 2,2 MMOJb/J]
(HopMa 10 2,59 MMOJb/1), JUIONPOTEUIbl OYEHb
Hu3Koi 1iotHocty — 0,38 Mmomb/n (Hopma 0,26—
1,00 Mmosb/), KO3 dUIIMEHT aTeporeHHOCTH — 2,06
(Hopma no 3,0). Pe3syabTaThl TOPMOHAJILHOTO MCCJIe-
JOBAHMS: TUPEOTPOIHBINA TOpMOH — 2,68 MKME/Ma
(Hopma 0,85—6,5 MKkME/Mi1), THPOKCHH CBOOOIHBIN —
1,11 ar/mr (mopma 0,9—1,7 ur/mi), comatomennua C
(MHCYJIMHONOAO0HBIN (hakTop pocta 1) — 57,6 Hr/mi
(HopMma 49,0—289,0 Hr/MIT), COMAaTOTPOITHBEIII TOPMOH
(bon) — 1,67 ar/mn (Hopma 0,12—7,79 Hr/mia), coma-
TOTPOITHBIN TOPMOH (HOYHOM ITUK) — 4,3 HT/MII (HOpMa
0,12—7,79 ur/mn).

Pentren-Bo3pact — 3 roma. MPT rojnoBHoOro mo3ra:
OIIPEAEIISIIOTCS MPU3HAKU HAIPSIKEHHOM COYETAaHHOM
ruapoledanuy — pacupeHsl npeumyiiectseHHo 111
1 OOKOBBIEC KETYAOUKU, MPOCBET BOAOIPOBOAA MO3ra
yetko nuddepeHumupyercs, IV xemymoyek He paciiu-
DPEH, KOHBEKCUTaJIbHbIC MTOANAYTUHHBIE MPOCTPAHCTBA
YMEHbIIEHbI B 00beM€e, 0YaroBbIX MaTOJOTMYECKUX W3-
MEHEHWIA B CYIIpaTeHTOPHAIBHEBIX OTAEIaX TOJIOBHOTO
MO3Ta He BBISIBJICHO, 00pa30BaHMS CpeIHEN JIMHUM HE
CMeIIeHbl, MUHIAJTMHBI MO3XeUKa PacrojiaraloTcsl Ha
YPOBHE Kpast 00JIBIIIOTO 3aThUIOYHOTO OTBEPCTHST, MO3-
TOBOM Yepen yBEJIMYEH.

Knnnnyeckuii nuarno3. Cunapom Bunemana — Pa-
yTeHmTpayxa. Pe3koe orcraBaHue B pocte (HaHU3M) U
IICUXOMOTOPHOM Pa3BUTUU. ApTepHraibHasl TUIIEPTCH-
3us 111 crertenn. [MocneacTBus HapylIeHUs] MO3TOBOTO
KpoBooOpalieHusi, remunape3. Jlucrniaasust Tazobe-
JIPEHHBIX CYCTaBOB.

Ha ocHoBaHMHM IIJIOXOH AMHAMUKM POCTa PEKO-
MEHIO0BaHO MPOOHOE JieYeHUE TMpernapaToM PeKoMOu-
HAHTHOTO TOPMOHA PocTa B MUHUMaJbHOU no3e 0,1 Mr
TOAKOKHO Yepe3 IeHb Mepesi CHOM (Kypc 2—3 Mmecsiia).
OpnHako yepes 1,5 Mecsia JedyeHue ObLI0 OTMEHEHO B
CBSI3M C xkajobaMu pebeHKa Ha YacThble TOJIOBHBIE OOJIH.
IIpy TTOBTOPHOI KOHCYJIbTALIMM 3HIOKPUHOJIOTa Ye-
pe3 5 MecsitieB pocT pebeHka coctanist 60 ¢M, Macca
teaa — 6,3 xr. CoXpaHWIUCh XKaJoObl HA 4acThle ro-
JIOBHBIE OOJIV U TIOBBILIIEHUE APTEPUATBHOTO MABJICHUS
(A) no 150/90 mm pr.cT. PebeHOK HampaBieH Ha KOH-
CYJIBTAIIMIO K HEBPOJIOTY, KapAUOJIOTY ¥ HepoJiory.

ITpn noBTopHoM mipoBeneHun MPT royioBHOrO
Mo3ra OblTu BbIsIBIeHBI MPT-mpusHaku mocienct-
BUI TIEPEHECEHHOr0 HApYLICHUSI MO3TOBOTO KpO-
BOOOpaIlleHUsI B TIPOEKLMU Oas3ajJbHBIX SIIep CJeBa,
HamnpsiKEeHHONW OKKIIO3UOHHOM ruapoiuedaiuu, Xpo-
HUYECKOU cyOmypalbHOI reMaToMbl Hajl JIEBOW TeMu-
cdepoii mo3ra.

PexomeHmoBaHO cienyoliee JedeHue: dHagarpul
2,5 Mr 2 pa3a B JieHb JJIMTEJABHO oI KOHTpoJeM A/l u
YaCTOTHI CePACUYHBIX COKpaIlleHuit, Mokcoramma 0,2 Mr
o 1/6 TabneTku 3 pasa B neHb. [locie BRITUCKY pebe-
HOK HAXOAWTCS Moj HaOJI0JeHUEM HeBpoJIoTa U He-

poxupypra.
Takum o6paszom, cuHapom Bunmemana — PayteH-
mTpayxa — OYeHb pelkas BPOXACHHasl TMaTOJIOTUS,

KOTOpast HaOJIIOJAeTCsl B Pa3IMYHBIX CTpaHax mupa [4,
6, 20, 22, 31, 33], npuueM HaOIIOOAIOTCH KaK €IUMHNAY-
HBIC CJTyyal B CEMbe, TaK U IMIOBTOPEHME 3a00JIeBaHNUS B
ONIHOI1 ceMbe y OpaTheB/cecTep, a TaKKe B CEMbSIX, TIe
ponuTesu ObLIM KPOBHBIMU POACTBEHHUKAMU WU HE
cocTosuid B poacTBe [9]. BoJblIMHCTBO McclieaoBaTe-
JIe CKJIOHSIIOTCSI K ayTOCOMHO-PELIECCUBHOM MpUpoe
3aboneBaHus. Illupokass BapuabenbHOCTh (peHOTHUMA,
OTCYTCTBME BBISIBAEHHOIO OINpPEneJeHHOro IeHa, OT-
BETCTBEHHOTO 32 BOBHMKHOBEHUE CUHIPOMA, PEIKOCTh
MaToJIOTUX OOYCIOBIMBAIOT TPYIHOCTHA TMATHOCTUKU.

B nmanHOM ciiyyae geBouka MMeJila BCE OCHOBHBIC
(benotunmueckue npusHaku CBP: peskyio 3amepxky
AQHTEHATAJIbHOTO M TIOCTHATAJIbHOTO POCTa, HU3KYIO
Maccy Tesa, 3afepKKy IICMXOMOTOPHOTO pa3BUTHS,
XapaKTepHOE CTPOECHWE JIMILIEBOTO Yepena, OTKPBITHIC
POTHUYKHM, IICEBAOTUAPOIC(ATNIO, PEAKHE BOJOCHI,
pPECHUIIBI M OpOBHU, BBICTYMHAIOIIME BEHBI Ha Yeperie,
JIPSOIYI0 MOPIIMHUCTYIO KOXY, TUMOaTpoGhUIo (JINIIO,
KOHEUHOCTH), JUIMHHBIE Majblbl KUCTEH W CTOM, AUC-
TUIa3UI0 Ta300€APEHHBIX CYCTaBOB, MBILICYHYIO TUIIO-
TOHMIO, TYTOIOABMXXHOCTh KOJIEHHBIX cycTaBoB. Ha-
PYILLIEHUI JUMUAHOTO OOMEHa He BBISIBJICHO. YPOBEHb
WHCYJIMHOIMOA00HOTO (hakTopa pocta | Haxomwics HU
HUXKHEH rpaHuile HOpMbI Ha (pOHE HOPMATBLHOTO HOY-
HOTO BBIOpOCA TOPMOHA POCTa U HOPMAJIBHOM (DYHKITUM
IIATOBUIHOM 3KeJie3bl. BBISIBICHBI CYIIECTBEHHbBIE U3-
meHeHus nipu MPT rosoBHoro mosra. IloBbilieHHOE
apTepuaJbHOE JaBJieHWEe TIPMBEJIO K Pa3BUTHIO TeMOP-
parnyeckoro WHcyiabTa B Bo3pacrte 2 jet 9 mec. [lpen-
TToJIaracMBI TIPOTHO3 IS SKU3HU HEOIarOIPUSITHBINA.

B mmarnoctuke CBP cymiectBeHHOE MECTO 3aHU-
MaeT IpeHaTaJbHOEe YJIBTPa3ByKOBOE MCCIeIOBaHNUE |3,
34]. HeobxonuMo n3yyeHne reHoMa 1 MeTaboIMIECKUX
0COOEHHOCTE Kaxkaoro namueHTa [35].

KoHndaukT unTepecoB. ABTOPHI 3asBISIOT 00 OTCYT-
CTBUU KaKOro-1100 KOHGMINKTA MHTEPECOB MPU MO0~
TOBKE TAHHOM CTaThU.
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KAiHiyHum Bunaaok /Clinical Case/

bonbLuoBa O.B., BuiuHescbka O.A.

A3 «IHCTUTYT eHAOKPUHOAOTIT Ta 0OMIHY pedoBuH imeHi B.I. Komicaperka HAMH YikpaQinm», m. Kuis, YkpaiHa

CuHapoM BiaeMmaHa — PayTeHLWwTpayxa
(HEOHATAABHUM NPOTrePOIAHUNA CUHAPOM):
KAiHiYHe cnocTepe)XeHHs T KOPOTKUN OTASIA AiTepaTtypu

Pe3iome. HaseneHo crnoctepexeHHs cuHIApoMy Bimema-
Ha — PayreHmTpayxa y aiBunHku 2,5 poky. [TogioHuit cran
€ BKpail piIKiCHOIO MaTOJIOTi€0, €TI0NOTisl IKOTo A0 KiHIIs
He BcTaHOBJeHAa. ['0JJOBHMMHM KIiHIYHMMHU O3HAaKaMu 3a-
XBOPIOBAHHSI € MPOrepoiHi puUcH, pi3Ka 3aTpUMKa aHTe- i
MicJIsIHATaJIbHOI'O POCTY, TICeBaOTiapoledantis, Jinmoarpo-
dis (06muuYst, KiHIIBKM), TIMOTPUXO03, BUCTYITAI0Ui BEHU Ha

O.V. Bolshova,O.A. Vyshnevskaya

roJIoBi, XapakTepHa OyjoBa yeperna odyimyys Ta iH. JIikyBaH-
HSI TITBKY CUMIITOMATUYHEe. 3aXBOPIOBAHHS Ma€ MIPOTPeCy-
ouunii nepedir Ta paHHIoO JeTalbHicTh. HaBenenuiit nepiuit
OMUC KJIIHIYHOrO BUIAAKY B YKpaiHi Ta KOPOTKUI OIS
JliTepaTypu.

KiouoBi caoBa: cunapoM Bimemana — PayreHinTpayxa;
repiie CIoCTepeXKeHHs B YKpaiHi; OTJisi

State Institution "V.P. Komisarenko Institute of Endocrinology and Metabolism of the NAMS of Ukraine”, Kyiv, Ukraine

The Wiedemann-Rautenstrauch syndrome
(neonatal progeroid syndrome):
a case report and brief literature review

Abstract. The authors describe a 2.5-year-old girl with
Wiedemann-Rautenstrauch syndrome (WRS). This disorder
is extremely rare congenital pathology with unknown cause,
and represents a set of symptoms. WRS patients are charac-
terized by premature aging at birth, intrauterine and post-
natal growth failure, pseudohydrocephalus, absence of sub-
cutaneous fat except for buttocks and flanks, hypotrichosis

of the scalp hair, eyebrows, and eyelashes, prominent scalp
veins, craniofacial disproportion, etc. Treatment is symp-
tomatic only. WRS has progressive course and early lethality.
The first Ukrainian case of WRS is described and the litera-
ture is reviewed.

Keywords: Wiedemann-Rautenstrauch
Ukrainian clinical case; review

syndrome;  first
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