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Pe3wome. Bcmyn. YactoTa opdaHHUX (PiiKiCHMX) 3aXBOPIOBAaHb CTAHOBUTH NPUOJIU3HO ABA BUMaAKK Ha 10
THCSY 0ci6. Ha crhorozHi y 6isbiocTi BUNaZKiB NpUYrHOK opdaHHUX 3aXBOPIOBaHb € TeHETUYHI OPYIIEHHS,
piaiie - aesiki opMU OHKOJIOTYHUX, OHKOTeMaTOJIOTIYHUX, iIHPeKL[iHHUX nopyleHb. [laHi cTaHU MalOTh TSXK-
KHUH i XpOHIYHUN epedir, CympoBOPKYIOTHCS 3HKEHHSIM SKOCTi Ta CKOPOYEHHSIM TPUBAJIOCTI KUTTS MAali€H-
TiB.

Mema docaidxcerHs. OnucaTH KJIiHIYHUHN BUNafoK oppaHHOTO 3aXBOPIOBAHHSA, IKUH BiIHOCUTBCSA 10 PO3-
JnaaiB cnekTpa 3esbBerepa (Zellweger spectrum disorders).

Mamepiaau ma memodu. Orssap JiTepaTypu Ta aHasli3 KJ/iHIKO-aHaMHECTUYHHX | J1abopaToOpHO-
IHCTpyMeHTaJbHUX METO/IiB IOCIi/KeHHS AiBUMHKHY JlaH!U, 5 POKiB.

Peszyabmamu docaidxcenb. HaBegeHUM KaiHIYHUE BUIIAZI0K, @ CAMe — PO3J1aJi CIeKTpa 3esIbBErepa, € CNazKo-
BUM ayTOCOMHO-pPELleCUBHUM 3aXBOPIOBAHHSM, XapaKTePHU3y€ETbCS HeclleMGiYHUMHU KIiHIYHUMU POSIBAMH Ta
$eHOTHIIOM, L0 YTPYHIOE BUACHY [IiarHOCTHUKY Ta BiATEPMiHOBYE CUMIITOMAaTHUYHE, a B IESIKUX BUIaJKaX IPO-
THOCTHUYHO CIIPUATIUBE JiKyBaHHA. MoJleKyJIapHO-TeHETUYHE NOCAi[PKEeHHS A€ MOXJIUBICTb OCTaTOYHO MiJ-
TBEPAUTH JaHe 3axBOploBaHHA. ToMy 3a HalilMeHLIOI MiZ03pH Ha LI0 MATOJIOTII0 BapTO AOCJIPKYBaTH piBEHb
YKHPHUX KHUCJIOT i3 JOBTMMHU JIAHI[IOTaMH, [1J1a3MaJIOreH EPUTPOLUTIB, MPOMIXKHI MeTab0JIiTH CUHTE3Y YKOBUHHUX
KHCJIOT 260 NPOBOAUTH reHETUYHE CEKBEHYBAaHHSA. Y CBIiTi MPOBOAUTHCSA NOAAJbILIEe BUBYEHHS JAHOTO CTaHY 3
METOH OTPUMaHHA HOBUX METO/IB JIIKyBaHHA Ta NOKPaLeHHA AKOCTI >KUTTH NaLiEHTIB.

BucHosku. [lpecTaBiieHU# KJIIHIYHUNE BUNIal0K oppaHHOT0 3aXBOPIOBAHHS, IKUM BiJHOCUTHCS [0 po3Ja-
JiB CcIleKTpa 3eJibBerepa, MiJITBEpKye HE0OXiIHICTb HACTOPOXKEHOCT] ciMelHUX JiikapiB Ta nexiaTpiB 3 MeTOIO
CBO€YACHOI ZIlarHOCTUKY Ta KOPEeKIil piIKiCHUX 3aXBOPIOBaHb y JiTeH.

Knro4oBi cioBa: nopyuieHHs1 6ioreHe3y NepoOKCHMCOM, po3JaZu crieKTpa 3esbBerepa, opdaHHi 3axBopio-
BaHHS.

The violation of biogenesis by peroxy: zellweger spectrum disorder (clinical case)
Horlenko O.M., Lenchenko A.V., Pushkarenko O.A.

Abstract. Introduction. The frequency of orphan (rare) diseases is about two cases per ten thousand people.
Today, in most cases, the cause of orphan diseases are genetic disorders, less often - some forms of oncological,
oncohematological, infectious disorders. These conditions have severe and chronic course, accompanied by a
decrease in quality and reduced life expectancy of patients.

Aim. Describe a clinical case of orphan disease related to Zellweger spectrum disorders.

Methods. Literature review and analysis of clinical-anamnestic and laboratory-instrumental methods of
research of the girl Lana, 5 years old.

Results. This clinical case, namely Zellweger’s spectrum disorder, is a hereditary autosomal recessive disease,
characterized by nonspecific clinical manifestations and phenotype, which complicates timely diagnosis and
delays symptomatic and in some cases prognostically favorable treatment. Molecular genetic research makes it
possible to definitively confirm the given disease. Therefore, at the slightest suspicion of this pathology, the level
of long-chain fatty acids, erythrocyte plasmalogen, intermediate metabolites of bile acids synthesis or genetic
sequencing should be investigated. The world is further studying this condition in order to obtain new treatments
and improve the quality of life of patients.

Conclusion. The presented clinical case of orphan disease, which belongs to the disorders of the Zellweger
spectrum, confirms the need for vigilance of family physicians and pediatricians in order to timely diagnose and
correct rare diseases in children.

Key words: peroxisome biogenesis disorders, Zellweger spectrum disorders, orphan diseases.
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Bctyn

Yactora opdaHHUX (piAkicHHUX) 3aXBOpIO-
BaHb CTAaHOBUTb NPUOJIM3HO JBa BUNaJKHu Ha 10
TUCAY oci6. Ha chorofHi y 6isibliocTi BUNaKiB
IPUYKMHOI OpdaHHUX 3aXBOPIOBAHb € MeHETHUU-
Hi NopyuleHHs, piAie - Aeski opMU OHKOJIOTIU-
HUX, OHKOTeMaToJIOTiUHUX, iHpeKUiiHuX mopy-
meHb. /laHi cTaHU MalTh TSKKUAM i XpOHIYHUHN
nepeo6ir, CynpoBOKYIOTbCA 3HWKEHHAM SIKOCTI
Ta CKOPOYEHHAM TPUBAJIOCTI XKUTTH NaLiEHTIB.

[lopyiieHHs 6ioreHe3y NepoOKCUCOM — Lie Te-
TeporeHHa rpyla ClaJKOBUX 3aXBOPIOBAaHb JIIO-
JUHHY, B OCHOBI IIaTOreHe3y SKUX JIEXKUTb reHe-
panizoBaHuil fediuUT PyHKIiOHAIbHOI aKTHUB-
HOCTi NEepOKCUCOM Yepe3 IX MMOBHY BiZICYTHICTb
YU HeJ0CTAaTHIO KiJIbKICTb Y KJIITUHAX OpraHis-
My. IlopyuieHHs 6ioreHe3y IepOKCHUCOM € OJ-
HUM i3 oppaHHUX 3aXBOPIOBAHb, L0 YCIaJKOBY-

F

I0TbCA 33 ayTOCOMHO-pEeLleCHBHUM MeXaHi3MOM
i mofingeThCcA HA 2 KJAiIHIYHO BiAMIHHUX MiJTH-
nu - po3Jaau cnektpa 3eabBerepa (Zellweger
spectrum disorders (ZSD)) i ToukoBa XOHApO-
aucmaasiga 1 tuny (rhizomelic chondrodysplasia
punctata (RCDP) type 1). TpansisieTbcs 3 4acTo-
Toto 1:50000 HoBOHapokeHux [1, 9, 12].

Ynepiue nepoxkcucoMu onucati B 1954 poui i
CTaJ/IA OCTaHHIMU BUABJIEHUMH KJIITUHHUMHU OP-
raHejaMyd. BoHM € He3aMiHHMMM oOpraHeJlaMu
KJIITHH y BCiX ccaBIIiB, BKJIIOYHO U JitoguHU. Haii-
6iabIlIa KiJIbKICTh EPOKCUCOM BJIACTUBA KJiTH-
HaM Me4iHKHU Ta HUPOK, X04a 3HaX0ATh IX ¥ BCiX
kJiThHax [1, 11, 12].

[Ipy esleKTPOHHO-MIKPOCKOMIYHOMY JO0C/i-
JPKeHHI NepOKCHUCOMH BUIJIAJAIOTH fAK LUTO-
MJIa3MaTU4YHi BE3UKY/IHU cPepUdHOi YU OBaTbHOI
dopmuy, posmipom 0,1-1,5 Mmxm (puc. 1).

-

Puc. 1. EnekmponHa mikpogpomozpadpia neuiHku wypa.
IlosnauenHs: SER - anadkuil eHdonaazmamuyHuli pemukyaym, M — mimoxoHdpii, P — nepokcucomu;
cmpijikamu no3HaveHull «HyK/1eoid», ymeopeHull kpucmasaamu ypamokcudasu [10].

QyHKIioHAa/IbHA AaKTUBHICTb MNEPOKCHCOM
NOB’sI3aHA NMEPeBaXKHO 3 OKUCJIEHHSM >XKHUPHUX
KHCJIOT, SIKi HE MOXYTb OYTH YTHJIi30BaHi B Mi-
TOXOH/APIAX, — »KUPHI KUCJIOTU i3 TOBTUM MoJle-
KyJIpHUM JiaHIorom (20-26 aTomiB ByTIJieno)
4y 3 [3-MeTUIPO3TaNyKEHUM JiaHLIoroM. Yepe3s
eTal OKUCJEeHHS B MepPOKCUCOMaX YTBOPIOETHCS
Ps/, BOXKJIMBUX /11 OpraHi3aMy pe4oBUH:

e KOBYHIi KHCJIOTH;

* /I0KO3areKCaeHoBa KUCJOTA — MOJIiHEHa-
CUYeHa >KMpHa KUCJO0Ta, L0 B BEJUKIN
KIJIBKOCTI IPUCYTHSA B TKaHUHI I'OJIOBHO-
r'o MO3KY i CITKIBLi OKa;

e IJIa3MaJIoreHU - noxifgHi pocdonimimis,
10 BXOAATh Y CKJaJ, KJITHHHUX MeMO6-
pad i MiestiHy, a B Makpodarax i HeHTpo-

¢islax BUKOPUCTOBYIOTBCS AJisI CHHTE3y
dakTopa akTUBallii TpoM60onUTIB [1].
[lopi6bHO MiTOXOHApIil, mepoKcrucoMa — Iie
OZJUH i3 TOJIOBHUX LIeHTPIB yTHUJIi3aLil KUCHIO
B KJIITHHI. Y mediHIi NIepOKCMCOMHU CIOKUBaA-
10Tb 6113bK0 20% ycboro KucHI0. Ajie Ha Bij-
MiHy BiJi MiTOXOHJpil, ¥ pe3y/abTaTi NepoKcu-
COMaJIbHOTO OKHCJeHHS YTBOPIOETbCS Mepe-
KUC BOJHIO, a He MaKpoepridHi criosyku. Kara-
Jla3a BUKOPUCTOBYE NEPEKUC BOLHIO AJIS1 OKUC-
JieHHsI 6araTb0X TOKCUYHHUX PEYOBUH, TAKHUX
sIK GeHOoJIiB, MypalUInHOi KUCJI0TH, popMaJib/ie-
rigy i cnupry [1].
3 iHIKMX BaOXXJUBUX QYHKLIN LHUX opraHes
MO>KHa BiI3HAYUTH YTUJIi3aLLil0 CEYOBOI KUCJIO-
TH, [JIIOKCUIATY 1 AessKuX amiHoKucaoT [1].



BigoMo, 1110 cHHTe3 NepoOKCUCOM KOAYETHCA
14 inenTudikoBaHMMHU Ha CbOTOAHILIHIN JeHb
reHaMmu PEX; possiaiy 6i0CMHTe3y MepoKCHCOM
BUHMKAIOTh Y BUNIAAKY MyTallii B OJHOMY 3 HUX.
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3rifiHO 3 Cy4YaCHUMH JAaHuMH, 13 i3 1UX reHiB
acoliiioBaHi 3 po3/jialaMu cnekTpa 3eJibBerepa
(PC3) (Tabs.1) [3, 5, 12].

Tabauys 1

YactroTra myroBaHux PEX reHip y xsopux 3 PC3
l'en % PC3 T'en % PC3
PEX1 60,5 PEX13 1,5
PEX6 14,5 PEX16 1,1
PEX12 7,6 PEX3 0,7
PEX26 4,2 PEX19 0,6
PEX10 3,4 PEX14 0,5
PEX2 31 PEX11f3 0,1
PEX5 2,0

IIpumimka: PC3 - po3saad cnekmpa 3esnvgezepa.

YHacnigok gucdyHKLii nepokcucoM B op-
ra”iami JIFOAWHY MOYMHAKTbL HAKOMUYYBATHUCS
KUPHI KUCJOTU 3 AYXKe JAOBTUM JIaHIIOroM: ¢i-
TAHOBA Ta NPUCTAHOBA KUCJIOTH, IPOMIXKHI IIpo-
JAYKTH MeTab0J/1i3My )KOBUHUX KHUCJIOT (60 mopy-
MY€eTbCA ix cuHTe3). Takox MPOCTEKYEThCA Jie-
binuT nazManoreny epuTpouuTis [3, 4, 13].

3a MexaHi3MOM BUAIISAIOTH [iBa BapiaHTHU NO-
pylleHHs 6ioreHe3y nepokcucoM [3, 4, 13]:

1) mopylieHHs CUHTe3y MepPOKCUCOM, IXHix
CTPYKTYPHUX OiJIKiB;

2) nopyuieHHs 3 60Ky oKpeMux $pepMeHTIB,
1110 3a6e31e4Yy0Th PO6OTY MEPOKCUCOM.

3riiHO 3 JiTepaTypHUMHU LAHUMHU, YCi Bigo-
Mi BUIaIKU TOPYLIeHHS GioreHe3y MepoKCcHCcOM
$opMyIOTh HellepepBHUM CIIEKTP Pi3HUX 3a CTY-
neHeM TsbkkocTi ¢opm. [lapanenbHo 3i 3MeH-
HIEHHSM TSKKOCTi CIOCTepIiraeThcsl 3cyB y Oik
JOMIHYBaHHS B KJIIHIYHIN KapTUHI HeBpPOJIOTiy-
Hoi cuMnToMaTukKH [1].

Possnagu cnekTtpa 3esbBerepa 1le A0 Bif-
KPUTTA IX 3araJibHOi IEPOKCUCOMHOI OCHOBMU KJIi-
HIYHO NOJAI/IW/IY HA TPU NiATUIN: CUHAPOM 3eJib-
Berepa, HeoHaTa/lbHa aJpeHoJeHKoAUCTpodis
Ta iHpaHTUABbHA XBOpo6a Pedcyma. Mixk HUMU
HeMa€ YiTKMX BigMiHHOCTeM i B HHU3Li BUMNa/I-
KiB MOpPYILIEHHA MOXXHA BiJHECTU K L0 OLHOTO,
Tak i fo iHmoro Tuny. HaiiBaxkyum 3a nepebirom
BBAXKAETHCA CUHAPOM 3eJibBerepa, HaujaermuM —
xBopo6a Pedpcyma. OiHaK HA CbOTOAHINLIHIM IEHb
BUHUKAIOTb CYMHIBU B aZleKBaTHOCTI JaHOI Tep-
MiHOJIOTiI, OCKIJIbKM MOJIeKYJsIpHO-6ioXiMiuHa
CKJIaJIOBa po3J1afiiB GioreHe3y NMepoKCUCOM BHU-
BYeHa B JIOCTATHIN Mipi, i cTae 04eBUJHUM, 110

BKa3zaHa kJiacudikaljis He Bifjobpakae KJiHiKO-
NaTOreHETUYHUX 0COBJMBOCTEN BU/liieHUX ¢e-
HOTUNIYHUX BapiaHTiB. TOMy Ha CbOrOAHIIIHIN
JleHb npu HasBHOCTi Aedekrta reny PEX peko-
MEeH/IYEThCSI 3aCTOCOBYBaTH TepMmiH “Posnaau
cnekTtpa 3enbBerepa” [1, 3, 11, 14].

Po3slagn nposBJSIIOTBCA HEHPOCEHCOPHOIO
TYTOBYXICTIO, IIrMEHTHOIO JlereHepaLi€ero CiTKiB-
KU, ICHXOMOTOPHUMHM PO3J1aJlaMH1 Ta NOJi0praH-
HOIO HeJIOCTATHICTIO. ¥ pasi BiZiICyTHOCTI Mepok-
cucoM abo ix HeHaJiexxHO1 QYHKIIIT IKO/[1 3a3HAE
BeCh OpraHism [3, 6, 7, 14].

KuiniyHi nposiBY, 3a3BUYal, BAHUKAKOTDb He-
B/IOB3i MicJIsT HAPO/KeHHA a60 B paHHbOMY [U-
THUHCTBI. ¥ mepuii roAuHU Micjs MOJIOTIB JiTH
4acTo MepebyBalOTh y BaXKKOMY cTaHi. [li3Himie
B KJIIHIYHIM KapTHUHI JOMIiHYIOTb NOpPYyLIEHHS 3
60Ky HepBOBOI i TpaBHOi cucTeM. /|0 KIIHIYHUX
03HAaK BiJHOCATBHCA HeOHaTaJ/IbHI CYZOMU Ha Tl
JeMiesninizarnii, rimoToHis, nepudepuyHa moJi-
HeWponaris, CTaTO-MOTOPHUU perpec; posJyaiu
byHKIII mevyiHKH, remaToMerasnis; KiCTU HUPOK
[1,3,9, 11].

Bpom:keHM KOMILJIIEKC 4YepenHO-JULEBUX
Ju3Mopdili BBaXKAETHCA [AOCTATHBO crnenudiy-
HUM [JIJ1s1 BCTAaHOBJIEHHS JiarHo3y. BiH BkJO4Yae
CILIIOCHYTe 06JINYYS i TOTUIHIII0, BUCOKUH J106,
rinepresiopysM, eIiKaHT, 3alaBlle LIUPOKe Ie-
peHiccs, rinomnsiasito HaAOPiBHUX AYT, MiKpOTHa-
Til0, BUCOKE TOTHUYHE MifHeOiHHS, BeJIUKe nepe-
JIHE TiM'sITYKO, pO3XO/>KEHHS IBiB Yepena, HU3b-
KO po3TalioBaHi Byxa [1].

Y piTel GijbLI CTApLIOro BiKy BHUSIBJEHO He-
VPOCEHCOPHY TYTrOBYXiCTb, IOMITHUM CTa€ BiJ-
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CTaBaHHA B IHTeJIeKTyaJIbHOMY Ta CTaTO-MO-
TOPHOMY PO3BUTKY, KOPOTKIi KiHIJiBKU. lle 03Haku
HalBa)Xyoro MnopylieHHs 6i0CMHTe3y NepoKCH-
COM - CHH/JpOMy 3esibBerepa. /liarHo3 CTaBUTb-
Cd Ha NifcTaBi reHETUYHOT'O AOC/i>KEHHS Ta J0-
crimxeHHs KpoBi (migBuineHHs1 piBHA ¢iTaHo-
BOI Ta NiMeKOJIIHOBOI KUCJIOTH, YKUPHUX KUCJIOT i3
JIOBI'MM JIQHLIOTOM Ta NIPOMIDKHHUX )KOBYHUX KHC-
Jot). JlikyBaHHs cuMmnToMaTuydHe [3, 9, 11].

HeonatasnbHa afpeHoJselikoguctpodia e
Ha#b6iJbll NOIKUPEHUM PO3JaZoM TAKOTO CIEeK-
Tpa i TaK0X M0O>Ke MaTH Pi3HUU CTYNiHb TIXKKO-
cTi. [le60T XxBopo6U Bif6yBaeThcAa Mixk 4 Ta 8
pPOKaMM XUTTA (3a AesKUMHU JXKepeJlaMy, B py-
romy mniBpiuui xkutTda [1]), KoM 3'ABAAOTHCA
O3HAaKM HEeBPOJIOTIYHUX Ta IHTeJIeKTyaJlbHUX
po3JiajliB — HapocTal4ya M’siI30Ba TiNOTOHif, cy-
JIOMH, BHpa)keHa 3aTPUMKa ICUXO-MOTOPHOI'O
po3BUTKY. YepenHo-siuleBi AusmMopdii MeHIU
BUpaxkeHi abo B3araJi BiacyTHi. YacTo aiarsoc-
TYETbCA peTUHOMNAaTiA abo KaTapakTa, HeHWpo-
CeHCOpHa ruyxoTta. [lapasenbHOo 3 mporpecy-
BaHHAM HeBPOJIOTIYHOI CUMIITOMAaTUKH PO3BU-
BA€EThCSl remnaToMerasnisi, KOH'IoropaHa rinep6i-
Jipy6iHemis, rinoTpodis i BigcTaBaHHS B poc-
Ti. XBOpi cTaplioro BiKy MalTb THUNOBI 0O3Ha-
ku CAYT (cungpomy pedinuty yBaru 3 rime-
PaKTHBHICTIO). 3a BaXKKOro Inepebiry ajpeHo-
JledKoAuCTpOo®ii IBUAKO PO3BUBAETHCS JleMeH-
Liisl, MOpyLIEHHs 30Dy, CAYXY, MOTOPHUX QYHK-
uil. [loBHa Hempane3faTHICTb i3 HaCTYMHUM
JleTaJIbHUM HaCJiZJKOM HacTae€ 3a 2-3 POKH Bij,
BCTAHOBJIEHHS AiarHo3sy [1, 8, 9].

[lanienTu 3 nermwnmMy GopMaMu aZpeHoJiei-
KoAUCTpodii MalOTh 1€6I0T 3aXBOPIOBAHHA  Billi
20-30 pokiB. 3BepTae Ha cebe yBary napamnapes
6e3 IBHOI MPUYMHH, PO3J1aJ iU cTaTeBOI PYHKILil.
Y 15% XBOpHUX HEBPOJIOTIYHOI CUMITOMATUKHU
He criocTepirajocs, aje 6yJi0 ypa>keHHsI HAZJHUP-
KOBUX 3aJ103 (xBopo6a AazicoHa) [4, 7, 8, 12].

JlilarHOCTHUKa TIPYHTYETbCA HA BUSABJEHHI
MiABUIEHUX PIBHIB )KUPHUX KUCJIOT i3 LyxXKe [,0-
BTMMM JIQHLIOTAMU Ta FeHeTUYHHUX JO0C/iJKeH-
HAX. Y JiTepaTypi TpamisiloTbCS MOBiJOMJIEH-
Hsl PO NepecasiKy KiCTKOBOrO MO3Ky abo CTOB-
OYpOBHUX KJIITHUH i3 JIiKyBaJIbHOIO MeToM. 3a [Jia-
HUMHU [edKUX [LOCJIJHUKIB IeBHI pe3yJbTaTu
Ja€ 3aBYaCHe BUKOPUCTAHHA CyMilli rinepuHy
TpUoJIeaTy Ta IVIiLlepUHY TPUEPYKATY y CIIiBBiJ-
HouleHHi 1:4 (osiig JlopeH10). Asie AJis Tepamnes-
TUYHOTO edeKTy JIiKyBaHHS CJiJ, pO3NOYUHATH
Jl0 TOAABA HEBPOJIOTIYHUX CUMIITOMIB. 32 HadAB-
HOCTi HeZJ0CTaTHOCTI HaJJHUPHUKIB IPOBOAUTD-
cs 3aMicHa Tepanisi crepoigamu [1, 4, 7, 8].

I[npanTunbHa xBopoba Pedcyma € Hachaig-
KOM J1ediljUTy OZHOTO 3 IEPOKCUCOMaJIbHUX dep-
MeHTiB - piTaHoin-KoA-riipokcuiasy, yHacaijok
4YOT0 NOPYyIY€EThCS KaTab0J1i3M diTaHOBOI KUCJIO-
TH. [IposiBU 3’IBASAIOTHCS, SIK NpaBuJio, micas 20
pokiB. KiiHiuHO mposiBiseTbCA nepudepruyHoOI0
HellponarTi€lo, po3/sajjaMu 30py BHACAiJOK Mir-
MEHTHOTO PeTUHITY, IOPYLIEeHHAMH CJIyXY, aHOC-
Mi€lro, KapAioMionaTi€r 3 po3JialaMU MPOBiJHOC-
Ti, ixTio30M. YepenHo-nunesi aucmMopdii BiacyT-
Hi, aJle OKpeMi pycy 06/1M44s1 MOXKYTb HarasyBa-
TH CUHJpPOM 3esibBerepa. 3a JaHUMH JIeIKUX aB-
TOpiB, iHpaHTUIbHA XBOpoba Pedcyma Moxe nep-
BUHHO IPOAABUTUCH TaCTPOIHTECTUHAJIBLHUMHU
po3/saZilaMy, TaKHUMHU fK INOPYLIEHHSA KOBTAaHHH,
rinepxoJ/iecteprHeMis1, xosectas [4], a Takox re-
MOpariyHUMHU NOpYLIeHHSMH, 0B’ I3aHUMH 3 10-
pylieHHsAM cUHTe3y BiTaMiH K-3anexHux dakro-
piB 3ropTaHHsa B neyiHni [1]. [iarHocTuKa: aHa-
JIi3 KpoBi Ha piTaHOBY KUCAOTY (MiJABUIIEHUH pi-
BEHb) Ta MPUCTAHOBY KUCIOTY (3HWKEHUH ), reHe-
THUYHe J0CailxxeHHA. JIiIKyBaHHS: [ji€Ta 3 BUKJIIO-
YeHHSIM ab60 o6MekeHHSAM GiTaHOBOI KUCJIOTH J0
piBHSI MeH1le, Hixk 10 Mr/006y. Akio Taki o6me-
>KeHH$ PO3I104aTH /10 NOABU CUMIITOMIB, TO MOX-
Ha YVHUKHYTH NMaToJIOTiYHMX HacaiakiB [3, 8, 10,
12, 13]. OgHak, Ha AYMKY iHIIKUX aBTOPIiB, cOelu-
¢diyHa MeTaboJtiuHa AieTa He € epekTUBHOMO [1].

TakuM YMHOM, poO3JaJ CHEeKTpa CHUHJPO-
Ma 3eJsibBerepa - lLie Iporpecyrpode InoJiiopras-
He 3aXBOPIOBAHHA 3 PiI3HOMAaHITHUMH KJIiHIYHU-
MU NPOSABAMU | HECIPUATIMBUM, YaCTO JeTallb-
HUM, nporHo3oM. Kpaiina BapiabesibHicTb Ipo-
sIBiB XBOpOOU (Bif] MOsIBU CepHO3HUX HEBPOJIO-
IIYHUX CUMIITOMIB Y HOBOHApPOJKEHUX /0 Ipo-
rpecyly4yux JlereHepaTUBHUX 3aXBOPIOBAHb Y J10-
poc/rx) 06yMOBJIIOE MPAKTUYHY NPo6JIeMy B Ai-
arHOCTUL JaHoI naToJ1oril i, BiANOBIAHO, V JIIKY-
BaHHi [3]. Bax/MBUM /151 NMiATBEpKEHHS [ia-
THO3y € TeHeTUYHe JOCJiPKeHH, AKe B JesdKUX
BUIAJKax [J03BOJIE CIIPOTHO3yBaTH i mepe6ir
3axBoproBaHHA [9]. Ha choroHilHil feHb JiKy-
BaHHs Oy/b-AKUX NposiBiB PC3 cuMnToMaTU4He
i/abo migTpumytoue [1, 3].

MeTa aoc/aigXeHHs

Onucatyd KJIiHIYHUHA BUNAJOK OpdaHHOIO
3aXBOPIOBaHHS, KUK BiJHOCUTbCA [0 poO3Ja-
JliB crekTpa 3enbBerepa (Zellweger spectrum
disorders).

Marepiaau Ta MeTOAU
Orsigap JjiTepaTypu Ta aHalli3 KJiHiKO-aHa-
MHECTUYHUX i J1abopaTOpPHO-iHCTPyMeHTa/b-



HUX MEeTOJiB AOCJi/pkeHHA AiBUMHKU JlaHH, 5
POKiB.

Pe3yibTaTH AOCHIAXKEHb

Onuc KaiviuHo2o sunadky. lutuHa, JlaHa II,,
Bix | BariTHocTi (3arpo3a mepepuBaHHAA B 7-8
THxHIB), [ moJioriB y TepMiHi recranii 31 TixAeHb
(nepesyacHe BiiXO[XeHHS HaBKOJIOILJIITHUX BOJ,
TPUBaJICTb 6e3BojHOro mnepiony 1 TUxJAeHb) 3
Macoro 1450 r, foBXKHMHOIO Tijsla 42 cM, OLliHKa 3a
mkasaow Anrap 7/8 6aniB. 13 BigaineHHs iHTeH-
CUBHOI Teparii y Bili 11 fHiB AUTHHA epeBe/ieHa
Ha Il eTan BUXo/>KyBaHHA HeJOHOLIeHUX. Bunuca-
Ha fogomy y Biui 1 mic 2 gHi 3 aiarnozom: “Hefo-
HouteHicTb III cT. (T.r. 31 Tk AeHb). ['inokcuyHo-
imemiuHe ypaxxeHHs LIHC i3 mepuBeHTpUKynp-
Ho iHQinbTpalli€lo, CcyAuHHO-emiTeNiaJlbHUMHU
kictamu. MopdodyHKioHanbHA He3pinicT”.

Y ncuxo-MOTOPHOMY pPO3BHUTKY BiJ3Ha4a-
Jlach 3aTpUMKa: ¢ikcallis noryisgay micas 2-ro Mi-
CSALS XKUTTA, NOCMIilIKa — 3 2-3 MIiCALiB, TOJNiBKY
y BEpPTUKaJbHOMY I0JIOXKEHHI Io4Yasa TpUMaTH
3 5 mic, cugitu 3 10 Mmic., moB3aTu 3 11 Mic., Xo-
JUTHU 3 NigTpUMKo 3 1,5 poky; caMoCTiHO He
X0J\MJ1a, He po3MOBJIdJa. JliBUMHKA 3 HAPOJKEH-
HA CIIOCTepirajachk y HeBpoJiora 3 NpUBOAY Tif-
pouedabHOTO CUHAPOMY i 3aTPUMKH CTaTo-
KIHETUYHOI'O PO3BUTKY.

Y Bini 1 pik 1 Mic y JUTHHHU JiarHOCTOBAHO
KpPUIITOreHHUH renaTUT 3 IOMIpHOIO aKTHUBHIC-
TIO Ta ABUILAMHU X0JecTasy, B 1 pik 7 Mic. - jBo-
6iyHy 3MillaHy npuriayxyBarticTb. Ha MaruitTHo-
pe3oHaHcHiK ToMmorpadii (MPT) rosioBHOTO
MO3Ky BUSBJIEHO BEHTPUKYJIOMeraJilo i nepu-
BEHTPUKYJIAPHI 30HU NiABUIEHHA IHTEHCUB-
HocTi MP-curHasy, 3 BeJIMKO10 iMOBipHicTIO 06y-
MoOBJIeHi 30HaMH rio3y. Enektpoennedasorpa-
Ma (1 pik 8 mic.) - BikoBa HopMa.

Pe3sysbTaTu NpoBesieHOi y Billi 2,5 poky esek-
TpoHelpoMiorpadii Bkasaiu Ha JAeMiesiHizylo-
YUl TUNl ypa)keHHA NeprudepudHUX JOBTUX BO-
JIOKOH, i3 BTOpUHHMMHU HeHpOreHHUMH 3MiHaMH.

JuTtnHa o6cTexxeHa B lleHTpi opdaHHUX 3a-
XBOpoBaHb «OXMaTAUT». BUKJIOUEHO chaaKo-
Bi XxBopobu 06MiHYy aMiHOKHUCJIOT, alleTUJIKapHi-
TUHIB i ByrsieBoziiB, xBopo6y Himana-Ilika A/B,
rajakrosemito I Tuny Ta HejgocraTHicTh al-
AHTUTPUIICUHY.

CtaH AiBYMHKMY noripuivBcs B 3,5 poKy - Hic-
Jil IepeHeceHoro OPOHXITy 3’ABUBCSA CTATO-MO-
TOPHUM perpec, rinepcasiBallisi, TpyAHOIi KOB-
TaHH{; 4yepe3 6 Mic. - CyAOMHUU CHHAPOM, JIi-
BO6iuHUI reminapes. Ha esnekTpoeHnedasnorpa-
Mi BHUSBJIEHO T'py6i 3MiHU GiOPUTMIKH TOJIOB-

HayKoBo-npaKTU4YHMI KypHaN ANA negiaTpiB Ta nikapis
3ara/ibHO1T NPaKTHKK — CiMeMHOT MeaULMHU 87

HOT'0 MO3KY y BUIMIAAI AUPY3HOTO YNOBIJIbHEH-
HA OCHOBHOI aKTUBHOCTI, perioHaJIbHOTO yIO-
Bi/IbHEHHs Ta enienTUOPMHOI AKTUBHOCTI;
GioesieKTpUYHA aKTHUBHICTH KOpPU JAe30praxiso-
BaHa. MPT ros0BHOTO MO3Ky - O3HaKH JielKo-
auctpodii; BpaxoBy04H AaHi KJiHikM i aHaMHe-
3y, JIoKaJi3ali Ta MP-xapakTepucTUKHU 3MiH y
MiBKYJIAX MO3KY I MO304YKYy, OLliHKY IOKa3HUKIB
OCHOBHHUX MeTaboJiTiB B ypaKeHUX [iJITHKaX
MO3Ky 0yJi0 3p06JiIeHO BUCHOBOK, 1110 Ma€ Micle
3aXBOPIOBaHHA 3 Py NPOrpecyrYrx reHeTHY-
HO JleTepMiHOBaHUX HelpoJereHepaTUBHUX 3a-
XBOpIOBaHb — GiJblI BiporigHo, xBopoba Kpab6e
(ryo60igHO-KJIITUHHA JielKoaucTpodis).

[Ipy ynbTpa3ByKOBOMy 06CTeKeHHI OpraHiB
YyepeBHOI MOPOXKHUHU BUSABJIEHO AUDY3HI 3MiHU
IapeHXiMHU MeYiHKH i TOMipHY crijieHoMeraJilo.

JluTHHa noBTOpPHO o6cTexeHa B LleHTpi op-
¢dbaHHUX 3axBopioBaHb «OXMaTAUT». BUK/IIOYEHO
xBopobOy Kpab6e, GM1-, GM2-ranrziio3naosu, Mme-
TOXpPOMATHU4HY JielikogucTpodio, xBopoby Ka-
HaBaHa. HegocTaTHbO KiiHIYHUX i s1abopaTop-
HUX JIaHUX 1110/10 XBopooU Bisibcona-KaHaBasioBa.

[IpoBegeHo TapreHTHe cekBeHyBaHHA 309
TeHiB, 110 BUKJMKAIOTb PO3BUTOK MeTaboJiu-
HUX 3axBoproBaHb. [locyigoBHUI aHai3 i TecTy-
BaHHA Ha BUABJIEHHA AeJselil yu AyIUliKalil BU-
SIBUB NaToreHHy mMyTanito ¢.292>T (p.Arg98Trp)
y reHi PEX26 B roM0O3UrOTHOMY BapiaHTi. 3rifjHO
3 JiTepaTypHUMHM LAHUMU, MyTalid reHa PEX26
BUKJIMKAa€ PO3BUTOK CIAJKOBOTO NOpPYLIEHHA
G6ioreHesy NepoKcHCOM, a caMe - ayTOCOMHO-
peliecCMBHUI po3Jiaj criekTpa 3esbBerepa [8].

Ha cboropHiumHii AeHb CTaH JUTHHU CTa-
6in1bHO Baxkkui (Bik 6 pokiB). Mae Mmicue Bupa-
»KeHUH perpec KOTHITUBHUX | pyXOBUX HaBUUOK,
CNACTUYHUN TeTpamnapes, ICeBA0OYIbO6APHUN
CUH/IPOM, elliJIeNTUYHUNA CUHJPOM.

JiBYMHKa Ha OI/IJ, IPAaKTUYHO He pearye.
Okpemi 3Byku He BUMOBJIsIE. He uye. [0/10BYy He
yTPUMYE, CaMOCTiiHO He IepeBepTaETbCs, He
CUJIUTh, He CTOITh 3 miATpUMKOW0. ['onyBaHHA
30H0Be. ['os10Ba rizponedanbHoi popmu. 3Bep-
Ta€ Ha cebe yBary BUCOKHUM J106, IMPOKe 3amnaB-
e IepeHiccs, rineprejjopusM, HU3bKO pO3Ta-
moBaHi Byxa (puc. 2). lllkipHi mokpoBu Ta BU-
AuMi ciu3oBi 6Ji0-poxeBi, uucTi. TBepae mif-
HeOiHHA BUcoOKe (roTuuHe) (puc. 3). KoHTpak-
TypH TOMiJIKOBUX cyr/106iB. [lepudepuyHi aim-
daTuyHi By3/1 He 306i/blIeHi. AyCKYJbTaTUBHO
B JIeTeHAX Be3UKyJApHe JUXaHHf, cepleBa [i-
SIJIBHICTh pUTMidHa. KUBIT M'IKUM, JOCTyHUI
nanbnanii. Cenesinka He nanbnyetbces. Pizioso-
riyHi BijnpaBeHHd B HOPMI.
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Puc. 2. YepenHo-suyesi dusmopgpii
y dumunu 3 PC3

HeBpoJsioriyuuii cratyc: MiMiyHa iHHepBaLiga
CUMETPHUYHA, I[JIOTKOBUU pedieKc 3HMKEHUU;
M'sI30BUH TOHYC y KiHLiBKax Au(Qy3HO 3HHXKe-
HUH, 3 PopMyBaHHSAM CNACTUYHOCTI Y AUCTaAJb-
HUX Bigainax kiHuiBok (D=S); cyxoxubHi ped-
JIEKCH 3 BepxHiX KiHLiBok 3HMxKeHi (D=S), 3 H1xk-
HiX KiHI[iBOK He BUKJIMKAIOThCs; YepeBHi pediek-
CY TO3WTUBHI; MeHIHreaJIbHI CUMIITOMH BIiJCYT-

Puc. 3. Bucoke (zomuuHe) nidHe6IiHHS
y dumunu 3 PC3

Hi. [IpubsnM3HO 2 pasu B THXK/JAEHb BiAMIiUalOThb-
€ TOHIKO-KJIOHIYHI CYZJOMU y BUIVIA/J 3arajbHo-
ro HalnpyXeHHs Ta NOCMUKYBaHHS NpPaBOro OoKa
i Horu TpuBasicTio 10-15 xB. OTpUMy€E NpoTHUCY-
JIOMHe JliKyBaHHS (TomipoMakc, jieBinutam), yK-
pJiiB i mosiBiTaMiHu (cMapT oMera 6e6i).

JvHaMika cTaTo-MOTOPHOIO perpecy Bizo-
6pakeHa Ha puc.4.

Puc. 4. /Junamika cmamo-MomopHo20 pezpecy:
1 - gix 3 mic., 2 - 8ik 9 mic., 3 - eik 1 pik 3 mic., 4 - 8ik 1 pik 7 mic., 5 - 8ik 2 poku 10 mic., 6 - 8ik 5 pokie.



AHani3yo4u KIiHIYHI IposiBY, Ae6I0T i BUJ-
KICTb NPOTpeCcyBaHHA 3aXBOPIOBAHHA Y JiBYMH-
KM, JaHU{ KJIiHIYHUN BUNAZ0K po3JaJly ClleKTpa
3eJsibBerepa MOXKHa iHTepIpeTyBaTH K CUH/IPOM
3esibBerepa, 0iHaK HasABHI O3HaKH H iHLIOrO de-
HOoTuIy — iHaHTUJIbHOI XBopoou Pedcyma (mo-
pylUeHHS KOBTaHHS, KpUIITOTeHHUH TenaTUT, Xo-
JiecTas), 10 HiATBEpKYE cydacHi JiiTepaTypHi
JlaHi 1100 HeJOLiMbHOCTI BUJIIATH GeHOTUNIY-
Hi BapiaHTH.

Jl0BrocTpoKOBUI NPOTHO3 JJisT HEMOBJIAT i3
po03/1aZ0M creKkTpa 3e/ibBerepa HeBTIlIHUH, yac-
TO JleTaJbHUN, Ha QOHI NMporpecyryoi Auxaib-
HOI YU MNe4YiHKOBOI HeJOCTaTHOCTI, LUIJIYHKOBO-
KHUIIKOBOI KpoBOTeui. bisbliicTh JliTelt moMupa-
I0Tb B paHHbOMY JUTHUHCTBI, IPOTe ONKCAaHI BU-
najku i B 6isb1u cTapuiomy Bini (Ha Apyromy fe-
CATUPIYYL KUTTH).

Ha cboropHilHil feHb BaXKKO CIPOrHO3YBa-
TH Ilepebir 3aXBOPIOBAaHHS B KOXXKHOMY KOHKpET-
HOMy BHUNaJKy. |neHTH(diKyBaHHA HOBUX reHiB-
MoaudikaTopiB Ta ix MyTaliil iMOBipHO [03BO-
JIUTb IPOTHO3YBaTHU Ilepebir 3axBoproBaHH4A. Ta-
KMM YHUHOM, MOJIEKYJAPHO-TeHeTHYHe JOCJij-
’KeHH$1 € BKpall BaXKJIMBUM /[IJIs1 PAHHbOT'O BUSIB-
JIEHHSI ATOJIOTi], yI0CKOHAJIeHHS i pO3p00KU HO-

JIITEPATYPA
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BUX CTpaTeriil BeJleHHs MalLi€HTIB Ta epeKTUB-
HOTO KOHCY/JIbTYBaHHS 4jeHiB ciM’1 (K Ha mocT-
HaTaJIbHOMY, TaK i Ha IpeHaTaJbHOMY eTalli).

BHUCHOBKU

1. Posnapg cnekrtpa 3esbBerepa € Cnajko-
BUM ayTOCOMHO-peLleCHBHUM 3axBOPIOBAHHAM
bI3 LIUPOKUM [Jialla30HOM KJIIHIYHUX NpPOABIB
I HeCHpUATIWBUM MpPOrHO30M. MoJIeKyJIsApHO-
reHeTH4YHe J0CHi/pKeHHA Ja€ MOXJIUBICTb OCTa-
TOYHO MiATBEPJUTH JlaHe 3aXBOPIOBAHHSA Ta IIPO-
BOJIUTU KOHCY/JIbTYBaHHS 4YJIeHIB CiM'i.

2.V [edKUX BUIIaJIKax paHHE BUABJIEHHA I10-
pylieHb 6i0CHHTe3y NepOKCUCOM i MIBU/ILLIE NIPU-
3HayeHa Tepanid Aae Kpaluil nporHos. Tomy 3a
HallMeHIIoi Mi/{03pU Ha I[}0 [1aTOJIOTil0 BapTo /10-
CJIPKYBaTU PiBeHb XXUPHUX KUCJOT i3 JJOBTUMU
JIQaHLIOTaMHM, IJIa3MaJloreH epUTPOLHUTIB, INpo-
Mi>XKHi MeTab0JIiTH CUHTE3y }KOBYHUX KUCJIOT abo
NPOBOJAUTH reHeTUYHe CeKBeHYBaHHH.

3. Xoya B AaHUU 4ac He icHye cnenudiyHo-
ro JIiKyBaHHs JJaHOTO 3aXBOPIOBaHH$, JOCATHY-
TO 3HA4YHOI'0 NPOTPeCy B pO3yMiHHI MOJIEKYIAP-
HUX i 6i0XiMiYHUX acNeKTiB CTaHy, 110, HA AYMKY
JOCJIJHUKIB, IpUBeJe 40 HOBUX JOCHAIAHULIBKUX
CTpaTerii Ta HOBUX MeTO/IB JIiKyBaHHS.
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