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BPOJREHA TEHEPAJIISOBAHA JINIOAMCTPO®DIAI:
CYYACHI MOKRJINBOCTI AIATHOCTURN TA JIRYBAHHA

Xinpyescoka B.C.
BykoBuHCBKIII epskaBHUIT MeINYHNI YHIBEPCUTET

Xapmancoka LB.
Micbra gurAda KJiHIYHA JikapHA M. YepHiBIi

Bpopmxena renepasizoBana Jinoguctpodia — pigKicHMII CMHAPOM 3 ayTOCOMHO-PEILIeCMBHIUM TUIIOM YCIIaJKyBaH-
HA, AKUI XapaKTepnusyeTbed JinoaTpodiero i mopyueHHAM ByrJaeBogHOro obMiny. CUMHIPOM MOYKe HPOABUTUCS
Bigpa3y miciaa HapomskeHHA abo Ha mepmioMy poui skuTTA. JJo OCHOBHMX 30BHIIIHIX 03HAK BigHOCATBCA aTpodia
SKMPOBOI KJITKOBMHM II0 BCbOMY TiJly, TilIepTPUXO03, TillepIirMeHTalIlidA, CIIJIaHXHOMEeraJis.

RoarouoBi cioBa: niTy, maToJsorisa KMPOBOi TKAHMHM, BPOJYKEHa IeHepaJlizoBaHa JIIoamcTpodis.

HOCTaHOBl{a npobsemn. HaaBHicTs y niTeit
PaHHBOTO BIKYy CHIAJKOBUX CUHJIPOMIB Ta
BPOJPKEHNX BaJ XapaKTepU3yeTbCA HEIIOOAVHOKM-
MM eIli3ofamMy Po3BUTKY AedilMTHNX CTaHIB, 30Kpe-
Ma, rinorpodii TaKKoro crymnena. JJo HamdacTimmx
€HJIOTEHHUX MPUYMH TrimoTpodpii BimHOCATE mEpwu-
HaTaJIbHY eHIledaJsonario, 6POHX0-JIeTeHeBY MOMC-
J1a3io, BpOoAsKeHl Bally PO3BUTKY IIIIyHKOBO-KMIII-
KOBOTO TPaKTy, BPOIMKEHI BaJy CEpIEeBO-CYIMHHOI
cucTeMy, NEPBUHHMII Ta BTOPWHHMI CUHIPOM Ma-
JapabcopOiiii, cnagkoBi aHoMmaJii oOMiHY pedoOBUH,
eHJIOKpUHHI 3axBoproBaHHA [1]. Cepen cnagkoBUx
aHOoMaJilt oOMiHy pPEUYOBUMH OKpeMe Miclie Iocizmae
rmaToJiorig oOMiHy JIifiB, AKa MOXKe MPU3BOAUTH 10
KPayHbOTO CTYIIeHA BUCHAYKEHHA AUTUHU. Y KJIHIY-
HiJi IPaKTUI CIIagKOBa IIATOJIOTiA KUPOBOi TKAHMHM
y BUIJIALL 1i KPUTUYHOTO 3MEHIIIEHHA TPaNJIAE€TbCA
3pinka, ii maTodisiosioria, 3a3BUUail, 3aJIUIIAETHCA
IO KiHIIA He3pOo3yMiJIoio, Hapas3i MOMKHaA YiTKO Hazla-
Ty Juile ii KIHIYHY XapaKTepucTury [2].

AHajiz ocTraHHIX JOCHiJ:KeHb 1 IMyOJTiKaIiii
T'pynTOoBHI nmocrimskeHHs PIBHMX acleKTiB eTiojo-
rii Ta maToreHe3y BPOMYKEHOI reHepaJsli30BaHOI Jii-
noguctpodii mpescTaBieHO Y HAYKOBUX poboTax
Savage D.B. [3], Simha V. [4], Garg A. [5], aki mpo-
aHaJi3yBaJM 3B’A30K IaToJorii 31 3MiHaMM pPiBHIB
iHCcyJiHy, JenTMHY, aAMHOIEKTUHY B KPOBI.

AsTopn Agarwal AK. Garg A. [6], Ebihara K.
[7] meranpro BUBuUMIM MmyTanii B AGPAT i BSCL
reHax, IO OOYMOBJIIOIOTE BPOJKEHY JIIOOVCTPO-
¢i0 3a paxyHOK IOPYIIIeHHA (QYHKIHI agumoim-
TiB, i, AK HaACJIIOK, (POPMyBaHHA JKMPOBOI TKa-
uuuan. Miranda D.M.L. [8], Van Maldergem [9],
Gomes K.B., Pardini V.C. [10] Busnauammu ¢eHO-
TUIIOBI 0COOJIMBOCTI y B3a€MO3B’A3KY 3 T€HOTUIIOM
XBOPHUX 3 BPOJYKEHOIO JIogucTpodieto.

MeTor0 cTaTTi € aHaJi3 KIIHIYHOI KapTUHU BPO-
JPKeHO1 TreHepaJizoBaHOi JinoxucTpodii y mirteii,
fAKa HAOYHO BijoOpaskae IOJIOPTaHHICTb ypasKeH-
HA, CKJIAJIHICTb PAHHBOI JIIarHOCTUKM Ta HEJOCKOHA-
JICTB iCHYIOHWOro JIiKyBaHHA NOAIOHMX CMHAPOMIB 3
IIOAJIBIIMM BU3HAYEHHAM JIaTHOCTMYHOI TaKTHKIL

Buxkianx ocHoBHOrO Martepianay. BpomxeHna rene-
paJsizoBaHa Jinopuctpodpia, adbo curapom Bepapmi-
Hejuti-Celina (CMHOHIMM: TOTaJbHA Jinomuctpodis,
BPOIKeHMIt JiinoaTpodiunmii niabet) — 1e pingkicHe
MaJIOBMBUEHe TeHeTUYHe 3aXBOPIOBaHHA, 0 Xa-
pPaKTepU3yeTbCcA 3HUKHEHHAM KUPY 3 MiAINIKIpHOI
KJITKOBMHIU, TillepTpuriinepuieMieto, rinepriikemi-
€10 Ha (poHI rinmepinHcysiHemii, npuckopeHuM oOMi-
HOM pPedYOBMH. 3aXBOPIOBaHHA BIepIle OyJo ommca-
Ho R. Laurence B 1946 porri, 3ycTpigaeTbcsa BKpaii

pinko, 1toro eriosioria Ta NaTOTeHE3 JIOCTEMEHHO
He 3’acoBadi [11]. ITaTosorid HAJEMKUTH IO BasKKOi
dopmu JinogucTpodiii 3 YACTOTOI HAPOMYKEHHHA
1:12 000 000 maceseHHA, yCHaJKOBYETBCA, MIMOBIp-
HO, 32 aBTOCOMHO-PENEeCHBHIM TUIIOM.

CunnpoMm reHepaJizoBaHoi Jinoguctpodii BRIIO-
4Ja€ JeKiJbKa TUIIB 3aXBOPIOBAaHHA. Tak, CHMHIPOM
Bepapgainenni-Cerina (BpomsxeHa JinoaucTpodis,
Tunn 1) nHasBaumii Ha decTb Berardinelli W., sxmnii
OIIJICaB KJIHIUHY KapTHUHY B zaitell 3 Bpasniii (1954)
[12] i Seip M., Axmii meTasbHO OmMCaB Ife 3aXBO-
pioBaHHA B nanieHTiB 3 Hopserii i nigTBepauB ioro
3B'aA30K 3 myraniero BSCLI [13]. Myrania BSCL2
3yCTpidaeThCca y NPeJCTaBHUKIB Pi3HMX HalllOHAJb-
HOCTel, xo4a 4acTimte onucana B Hopsgerii, Besnnko-
O6puranii, Ilopryrasnii Ta sa Banssromy Cxoni [9].

Brunzell cuagpom o06'emHye KicTKOBI KicTnm
3 Jinomucrpodiero i mykpoBuM pgiabeTom, AKNUI
noB'sA3yI0Th 3 myTariero AGPAT2. ¥V ceirosiin Ji-
TepaTypi lie 3aXBOPIOBAHHA II03HAYEHO HAK «JIIO-
arpopiuanii miabeT», «TOTaJbHA JITOAMCTPOdIisS»,
«cuaapom JloypeHca» abo HabyTta Jinmomuctpodis,
a ioro wactora craHoBuTh 1:10 000 000 HaceseHHHA.
Jrogn 3 myraniamu AGPAT2, ax mpaBuio, mpo-
sxuBaloTb B Adpuni (Mapoxko, Amxup i Tysic),
kpalinax Bmmaspkoro Cxony (Typeuunna) i IliBHiuHOI
€sponu [14].

ITpwm wivt maTosorii agUIoUT He 3aII0BHIOIOTHCA
SKMPOM depe3 MOPYLIEHY YyTJMBICTE PEIEeNTOpPiB A0
icyxiny. OpraHiaM BTpaydae 3JaTHICTb HAKONMYIyBa-
TV HEeUTpaJibHI SKMPM B KMPOBUX JMEI0, BHACJIIZOK
YOTr0 PO3BMBAIOTHLCA TeHepaJsli3oBaHa JinoatTpodisa i
3HayHa rinepJinigemia. linepsimigemia npu3BOaUTH
IO LIIBMJIKOTO PO3BUTKY KMPOBOi nucTpodpii medinkm.

Cunnpom Bepapginenmi-Celinna TpoABIA€THCA
onpasy IicJA HapOJIKeHHdA, ad0 BIPOJOBIK IIePIIIO-
ro pory xkurTda. IlpeHatanbHa Y3-AiarHOCTMKA Ha
PisHMX TepMiHaX BariTHOCTI MAaTOJIOTiI He BUABJAE,
JiTM HapOJKYIOTbCA JOHOIIEHUMM, 3J0POBUMIU.
CrnazikoBuii aHaMHe3, AK MIPaBUJIO, He OOTAMKEeHMIL
TunoBuM € ToTasJbHa aTPoia KMUPOBOI KIIITKOBMHIL.
3a3Buyaii, sKMpPOBa TKAHMHA BiJICYTHA HE TiJIbKU B
HiFIIKIPHIN $KMPOBI KIITKOBMHI, ajle I peTponepu-
TOHEaJbHO, TapaHedpPasbHO, B JIJIAHII MOJOYHUX
3aJ103, 1 HABITh B JIJIAHIN UIiK, III0 CTBOPIOE BEJV-
Ki TpyZHOLIl IpM I'PyIHOMY BUTOJOBYBaHHI (puc. 1).
3a BizmcyTHOCTI MiAIIKiIpHOI $KMPOBOI KJIITKOBMHM
pesibepHO BUCTYHAIOTH BEHM, M'A3M, IIUTOBUIHMIL
XpAIl 1 IMMTOBUJHA 3aJ03a, PO3BUBAETLCA Tillep-
HirMeHTallid B JiJIAHIN mmi i1 maXBUMHHUX OiJIAHOK,
iHOzi rinepTpuxo3 Ta akpoMmerasia. Maiiyke nosoBu-
Ha XBOPUX BiIcTa€ y ICUMXO-MOTOPHOMY PO3BUTKY.
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TemmaTomerasida, cnpuumHeHa KUPOBOIO iHQIIBTPa-
L[i€I0 IMeYiHKM, TPUBBOAUTL N0 30iJIbIIIEHHA KUBOTA
(puc. 2). ko nopranbHa rinepTeH3ia He PO3BUBa-
€TbCS, ceJie3iHKa He 301JIbIIYEThCS.

Puc. 1. Bpo:xaéunas ToTajapHas JUIOAUCTPOdQIS
(msxepeao: http://www.urology.ru)

A
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Puc. 2. Bpojaskena renepaJsiizopana Jinoauctpodis
(msxepedio: http://www.meddr.ru/nasledstvennye_
sindromy_i_mediko-enetichesk/nasledstvennye
_sindromy/8695.html)

Binmomo, 1110 rapmoHiiHNI PisMUHNIT POSBUTOK 3a-
3BUUAl IOEAHYETHCA 3 BIITIOBIAHUM 0 BiKY IUTUHU
ICUXIYHMM I MOTOPHO-CTAaTUYHUM PO3BUTKOM. Maii-
JKe TIOJIOBMHA XBOPUX 3 BPOMKEHOIO JHIIOIMUCTPOdi-
€10 BiJICTAIOTh y ICUXIYHOMY PO3BUTKY. IIHeBMOeH-
nedagorpadia no3BossAe BUABUTU pos3impeHHa 111
MO3KOBOI'O IILIYHOUYKa i 6a3abHUX IcTepH [15].

OTsxe, 1O OCHOBHUX KpuTepiiB curapomy DBe-
papainenni-Celina HaJekaTh: JinoaTpodis Ha Ty-
Jay0i, KiHniBKax, 06mydi, AKa 3'ABJIAETHCA IPU Ha-
poIsKeHHI ab0 NPOTArOM IIEePINMX MiCAINB KUTTS,
aKpoMeraJis, 110 BKJIIOYA€ TiraHTM3M, M A30BY Ti-
nepTpodiro, TporuaTito, 30iJIbIIEHHA KUCTEN 1 CTOI;
renaToMeraJisa Ha paHHIX cTaniAx Bepudikarii mia-
THO3Y 3 MOSKJIVBYIM BUXOJIOM y IIMPO3; KOHLIEHTPAIlidA
TPUTJHLIEPUAIB ¥ CUPOBATI KPOBI, III0 MOYKE CATATU
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80 r/i, Ta acomiroe 3 rinepxoJecTepMHEMIEIO; pe-
3UCTEHTHICTH [I0 iHCYJIiHY, AKa TPOABJIAETCA 30iyb-
LIIeHHAM y IJIa3Mi KPOBi KoHIIeHTpalii iHCcynmHy Ta
C-nenTuny BKe Ha IEPUIOMY POLI *KUTTHA, 3 MaHi-
drecralfiero IyKpoBoro aiabery, paHHbOK KJIHIYHOIO
03HAKOI0 AKOr0 MOXKe OyTU aKaHTO3.

Jlo manmx KpurepiiB BimHOCATBH rimepTpodiuny
Kapaiomionariio, AKa PO3BUBAETHCA B IUTAIOMY Billi
abo misHile, 3aTPUMKY IICMXOMOTOPHOTO i KOTHITUB-
HOTO po3BUTKY Jerkoro (IQ — 50-70) abo cepemgHbo-
ro (IQ- 35-50) crymeHa (B OCHOBHOMY B TAalIli€HTIiB
3 myrtaniero BSCL2), ripcyTuaM 3 HU3BKOIO JIHI€IO
poCTy BoJIOCCH, TimepTpuxo03, IepeqdacHe CTaTeBe
Io3piBaHHA y AiBUaTOK [2].

MinimaabpHMMY 11aTHOCTUYHUMY KPUTEPIAMN JJIS
IIOCTAaHOBKM J[laTHO3y € reHepaJli3oBaHa BiJICyTHICTb
MiAIIKIPHOTO KMPOBOTrO IIapy Ta TilepTpurJinepu-
IeMida 3 MiABUINEHHAM y KPOBi piBHIB JlinonpoTeiHiB
IysKe HMU3BKOI IIIJIbHOCTI Ta 3HMYKEHHAM PiBHIB JIi-
IIOIIPOTEIHIB BMCOKOI Ta HM3BKOI IIiJbHOCTI [2].

JliarH0o3 CcTaBUTHCA HA MifICTaBl HAABHOCTI y maIfi-
€HTa TPHOX OCHOBHUX KpuUTepiiB ab0 IBOX OCHOBHUX
Yy HOeMHAaHHI 3 ABOMA i OiJbIlle MaJIMMMU KPUTEPIAMIA.
Cain 3a3Ha4YNTH, II0 AJIA HiATBEPIYKEHHA TaHOi Ima-
TOJIOTiI BMKOPMCTOBYETBCA MOJIEKYJIAPHO-TEHETU Y~
He TecTyBaHHA 14 re’iB BSCL2 ta AGPAT2.

Hespaskaroun Ha Te, 110 B JiTepaTypl HaBeJeHO
JlaHI PO HEBEJIMKY KiJIbKICTb XBOPUX 3 BPOJYKEHOIO
Jinopuctpodiero, 3 KJIIHIYHOTO JOCBiLYy Bigomo, III0
JaHa MATOJIOTA TpaIIAeTbCA 3HAYHO udacTimnre. He-
JocTaTHA iH(OPMOBAaHICTD JIKapiB YCKJAMHIOE Aia-
THOCTUKY 3aXBOPIOBaHHA. 3a yMOB ii Bepudikariii
KJIHIIMCTaMI He 3aByKIY IIPOTHO3YETHCA IIPOTrpecy-
04Nl XapaKTep 3aXBOPIOBAHHA, BUHMKHEHHA TaAKUX
YCKJIAOHEHDb AK IMPO3 MeYiHKN, TinepTpodidHa Kap-
IiomiomnarTid, iHapKT MioKapaa, HOPYIIEeHHA MO3KO-
BOr'0 KpoBooOiry i 6eamrigns.

IIporHoa 11070 OAY’KaHHA Ta SKUTTA HECIPUAT-
JIVBUIL, 3armbesib IiTell HacTae 3a3BMU4ail Ha 3-5-My
pori sxkuTTA. IToBCcAKYAC MPUYUMHOIO CMEPTI XBOPUX
i3 reHepaJi3oBaHOIO JINOAMCTPODi€0 B AUTAUOMY
Billi BUCTyINae IediHKOBa HEJIOCTATHICTb, KPOBOTeUl
3 BapMKO3HO PO3IIMPEHNX BEH CTPaBOXOAYy 3a Ha-
SABHOCTI IOPTaJbHOI rimeprensii, abo, gemio pinie,
HIPKOBA HEJIOCTATHICTB.

Criermucpiuni MeTomn JIiKyBaHHA BPOOKEHOI reHe-
paJgizoBaHoi JimoaycTpodii He po3podaeni. Haibinabin
OYEeBUIHVM CIIOCODOM JIKYBaHHA JHnoamucTpodii €
IIOIIOBHEHHSA BTPAT $KMPOBOi TKaHMHM. JOCHIIKY€ETh-
€ MOYKJIMBICTS 11 TpaHcIIaHTanii. Y KIiHIYHIN Ipak-
TUI 3a3BUYail PEeKOMEHIYIOTb Xap4yyBaHHA AUTUHU
BiAmoBigHO oTped opraHizMy B KaJopidx, 0OMesKeH-
HA BMICTY "KUpIB y Ji€Ti, nogaBaHHA TPUIILEPUIIB,
IO CKRJIANTYy AKUX BXOAATH CePeIHBbOJIAHITIONOB] sKUPHI
KUCJIOTY. I[HHOBAIIIHMM METOZIOM JIKYBaHHA € 301Jb-
IIIeHHA VIPKYJIIOI0YOr0 PiBHA JIENITUHY IIIJIAXOM J0TO
drapMaKoJIOTiYHOrO 3amileHsda [3, 16].

BucnoBkn. JliTn 3 mimospoio Ha cuHApoMm bBe-
papzinesi-Cesina moTpeOyioTh KOHCYJIbTYBaHHA B
IIeHTpax MeTaboJIiYHNX 3aXBOPIOBAHb 3 JOCJIIiIYKEeH-
HAM Koxyroouoi mimanku reniB BSCL2 ta AGPAT?2,
MyTallil AKOro BiAIIOBiZaJIbHI 3a PO3BUTOK JIIIONM-
crpocpii. MosKIMBiCTE MHONAJIBIIIOTO MeAVKO-TeHe-
TUYHOTO KOHCYJbTYBaHHA 1 CIIOCTEpPEXKeHHsI 38 XBO-
POI0 AUTMHOIO N103BOJIAE BepudikyBaTH IiarHO3 Ta
IIpoaHaJi3yBaTM MOXKJIMBICTb HAPOJYKEHHA B ciM’1 y
Maji0yTHbOMY 37[0POBOI IUTWHIL

CpoeuacHa Bepudikallia giarHosy BpPOIYKEHO1
reHepaJizoBaHoi Jinomuctpodii, MITPOTHO3yBaHHA
nepelbiry maToJIOTiYHOTO IPOoIlecy, BUPIIIeHHA Tepa-
TIEBTUYHOI TAKTUKM 3apaau (Pi3MUHOI Ta COIiaJbHO1
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peabimiTanii miTeit 00yMOBJIIOE aKTyaJIbHICTh ITATO- I€TAJIbHOTO O3HAVOMJIEHHA 3 Hel JiKapiB iHIINMX
Joril y KJiHIUHIM HDpakTUIi IexiaTpiB Ta BUMarae ClelliaJbHOCTEN.
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JleTckas ropojickad AeTcKasd KJIMHMYECKad 00JbHMUIA I'. YepHOBIIHI

BPOSRIEHHASA TEHEPAJII30BAHHASA JUIIOAVCTPOPU:
COBPEMEHHBIE BOSMOsrHOCTN AMMATHOCTURN I JIEYEHUA

An"oranus

Bposxnennasa renepasnn3oBaHHAA JUIOAUCTPOPUA — PENKNUII CUHIPOM C ayTOCOMHO-PEI[eCCUBHBIM TUIIOM Ha-
cJIeIOBaHMA, KOTOPBIN XapaKTepuayeTcsa JUIIoaTpoduelt 1 HapylIeHneM yriaeBogHoro oomena. CUMHAPOM MO-
JKeT IPOABUTHCHA CPasy IOCJe POKIEHUA WM Ha IIEPBOM IOy KMU3HU. N OCHOBHBIM BHEIIIHMM IIPM3HAKAM OT-
HOCATCA aTPO(PUA KUPOBOI KJIETYATKY 10 BCEMY TeJIy, TUIIEPTPUX03, TUIEPIIUTMEHTAIINA, CIIAHXHOMETa .
KaroueBrple ciioBa: neTy, aToJOTMA KMPOBOY TKAHM, BPOXKAEHHAA reHepai30BaHHaAA JIUIIOANCTPO(PUA.

Khilchevs’ka V.S.

Bukovinian State Medical University
Kharmans’ka LB.
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THE CONGENITAL GENERALIZED LIPODYSTROPHY:
MODERN DIAGNOSTICS AND TREATMENT

Summary

Congenital generalized lipodystrophy — a rare syndrome with autosomal recessive type of inheritance,
characterized by lipoatrophia and disturbance of carbohydrate metabolizm. The syndrome manifests itself
immediately after birth or during the first year of life. The main external signs include atrophy of fat
throughout the body, hypertrichosis, hyperpigmentation, splanhnomegalia.

Keywords: children, pathology of adipose tissue, congenital generalized lipodystrophy.

MEINYHI HAYKU



