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KJIHIYHI OCOBJHUBOCTI TEHETHMYHO JETEPMIHOBAHHMX TIHNOBETA-JIIO-
NPOTEIHEMII TA I'lTOXOJECTEPOJIEMIi

[Ipo rmmubuHY 3MiH y BHYTPIITHIX OpraHaxX i TKaHWHAX, 3yMOBJIEHHX TinmoxoiecrepoiieMiero (TimoXC),
MOJKHA CYJUTH Ha OCHOBI cnaakoBux rinoXC. BuBueHHS reHeTHYHMX MyTalliii mokasye, 1o npu rimoXC
MOXYTh OyTH TOpyIIeHHs pizHuX JaHoK oOMiHy XC. J[o Takux CIaJKOBHX IATOJIOTIH HaleXaTh XBOPOOU
Tamxepcbka, Bomemana, Himanna-Ilika, ['aBduepa, roMo- Ta TeTEpO3WTOTHA TiMOOCTANIITONPOTEIHEMIl
(I'BJIIT), aGeramimonpoteinemis (ABJIIT). BuHukHeHHIO Ta pPO3BUTKY TaHXKEpPChKOI XBOPOOU CHpHUSE
MyTallis TeHy, 10 KOAy€E CHHTe3 anonpoTeiny A (Binnosinae 3a aknenuito XC 3 TKaHHH 1 JIMONPOTETHIB).
[i ki1iHiYHMMH O3HAKAMH € pelUAUBYIOYA TONiHeHpONaTis, MOMYTHIHHS KPUINTAIMKA, B kKpoBi rinoXC Ta
3HA4YHE 3HWXKEHHs JinonporteiniB Bucokoi rycturn [30]. XBopoObu Himanna-Ilika # ['aBuepa
CYIPOBO/KYIOTHCSI HATPOMAaPKEHHAM B OpTaHax i TKaHWHAax JIMiAiB Ta YTBOPEHHSM MIHUCTHUX KIITHH. Y
TaKWUX TMAI[IEHTIB BU3HAYAIOTHCS CIIOBIIPHEHUH PO3YMOBHI PO3BUTOK, TenatociuieHomeraitis, rimoXC [32].
XBopo6a BonbMaHa acomiroeThest 3 HU3bKUM piBHeM XC, #ioro edipis i Tpurminepuais. i xiiHigHIMI
KPHUTEPISIMUA € MEHTaJbHI PO3JaJy, CIOBIIBHEHHH PO3YMOBUI PO3BUTOK, NICHXO3H, PO3NIAAN HITYHKOBO-
KHIITKOBOTO TPAKTY, TeNaToCIUIeHOMerais, kaxekcis [13].

JedexT MikpocoMallbHOTO TpuTIinepuaTpancnoptaoro 6imka (MTTB), skuii € B ocHOBI ABJIII, Beme
70 TIOPYIICHHS YTBOPEHHS  JIMOMPOTEIHIB Jy’XK€ HHU3bKOI TYCTHHH Ta MOPYLIEHHS MeTaboii3My
JNonpoTeiHiB HU3bKOI rycTHHH. OCHOBHUMHM KITIHIYHHMH MpOSBAMH IIi€i MaToyorii B TOMO3UTOT €
mporpecyroya atakcis, aedopmariii CKelneTHOI MYCKYJIaTypH, CKONiO3, YpPaKEHHS Ceplsl, MEHTaJbHi
po3ianu, HeHpolaTis, MrMEHTHA peTHHomaTis. ['iCTOJIOTiYHO B TakKMX OCI0 3HAXOMSITH METeHEepaIliro
MO30YKOBO-CIIHAJIbHUX 1 OOKOBHX KOPTHUKO-CIIHAJBHUX TPAKTiB; y KOPi JOOHHUX YaCTOK — 3MEHIIEHHS
riraHTchkuX KITHH bemna; 3 00Ky cepls — MIONUTONATiI0 3 IUIeHoMOpdi€eo sIpa, BOTHHUILEBY
(hiOpOMyCKyYIISIpHY TUCIUIA3iio 3 CyOIHTUMATBHUMHU Jerno3uTaMu PAS-TI03UTHBHOTO MaTepiay, BOTHUIICBY
JIereHepallito HePBIB 1 ceprieBux rauriiis [20,12].

Ponunna I'BJIIT po3dBUBaeThCS BHACTINOK MyTallil IeHiB, sIKi KOAYIOTh CHHTE3 anonpoteiny B (apoB), i
3QJIEKHO BiJ] BaXKKOCTI MyTarlii B TOMO3UTOT KiiHiyHO moxioHa mo ABJIII [26]. YacTtoTa TeHETHYHO
nerepminoBanoi I'BJIIT cepen oci6 3 piBaem XC menme 140 mr/mn cknanae 1,8-2% [32]. Skuio y narienra
koHueHTpanist XC kpoBi cknagae MeHie 50% pisag XC B momyJisinii, TO MOXEMO 3aIliJO3PUTH POJUHHY
I'BJIIT [26,32].

Henasuo Bimkpuro ren PCSK9Y, sxuit perymoe Benmmunny XC KpoBi y ¢i3i0J0TiYHIX YMOBax, pi3Hi
BapiaHTH MyTalid SKOro mpuueTHi i 1o crnaakoBoi rinoXC [S]. Binok, sSKkuil KogyeTbcs Ha3BaHUM BHILE
TeHOM, PETyIlIoe 4YuCIo apo B-peuentopiB (apoB-R) Ha TOBepXHI KIITHHU Ta IIBUIKICTh KIIPEHCY
JonpoTeiHiB HU3bKoi ryctram [21,17]. Kmirigao taka rimoXC momidHa g0 rereposuroTHoi I'BJIII, ame
NpY Hil He PO3BUBAETHCS crearo3 nevinku [14]. INepur pobotu, npucesdeni BuBueHHto ['BJIIT ta ABJIIT
natyrotbest 1963p. Toai mochinHUKY 3BEpPHYIIM yBary Ha BaKKUH CHHIPOM MajibaOCcopOIii, akaHTOLMTO3 B
KpOBI Ta MITMEHTHY JeTeHEepaIlio CiTKiBKH y TAIliEHTIB 3 Ay»Ke HU3bKUM piBHeM XC.

Cunapom Bassen-Kornzweig (ABJIIT) acouitoeTbesi 3 MOBHOK BIJCYTHICTIO OeTa-NNOMPOTEiHIB y
cupoBatli, 3HmWKeHUM BMicToM XC 1 ¢docdonimigiB, aKaHTOUUTO30M, MPOTPECYIOUOI0 AaTaKCier Ta
apereKciero, JereHeparielo M s3iB, TMOPYIIEHHMM BCMOKTYBaHHSM JKHPOPO3YMHHHMX BITaMiHIB Ta
pO3yMOBOIO BifcTamctio [6, 28]. B. Jeren-Struji¢ et al. [15] onmucyoTs 11e omuH cTaH — cuHApoM McLeod,
K X-34eIUIeHy PEeleCHBHY aTOJIOTII0, IO MPOSBISETHCS MOIIKOKESHHIM KIIyOOUKOBOTO anapary HUPOK 3
PaHHIM PO3BUTKOM HHPKOBOI HEAOCTATHOCTi, T€MOJITUYHOIO AHEMI€I0 3 aKAaHTOLIMTO30M EPHUTPOLMTIB,
MIICTMEHTHUM PETHHITOM, MPOTPECYIOUOI0 HEHPOMATIEI0 Ta KOPTHUKAILHOIO aTpodi€ro, muiaTarliifHOIo
KapaioMionariero Ta ayxe Hu3bkuM BMicTtoM XC 1 TpurminepuniB y kpoBi. Konnenrpaunito XC ta JIHT <
50% Binm HOpMH omucyroTh D.M. Brosnahan et al. [9] nmpu cmankoiii gpereHepanii citkiBku. llle omHa
MaToJIoTisA, sfKa TOB’s3aHa 3 cnaakoBoio rimoXC, xBopoba Anderson'a, [10]. IIposBamu ii € mocriiiHa
niapesi, creaTopesi, HeIOCTaTHICTh PO3BUTKY, 3yMOBIIEHI HEJJOCTATHICTIO apo B48-BMICHHX JIIMONPOTEiHIB.
PosButok cunapomy Smith-Lemli-Opitz (SLOS) mnow’s3anuii 3 mopymenum cuHTesom XC [17].
KrninivanMu o3Hakamu € Mikporedalis, nTo3, nedopMalii KiCTOK deperna, MOJMiAaKTHiIisA Ta aedopMariis
TPETHOTO TANBI Ha HO3i; ICeBIOTepMadpONUTH3M Y XIJIOMYHKIB. AKAHTOIIUTO3 CPUTPOIWTIB YaCTO
cynpoBojkye ABJIII Ta mnoemHyerscst 3 nedinmroMm Bitaminy E, mepudepuynoro Heliponariero,



MIrMEHTHUM peTuHiTOM [29]. Ommncana aGeraminonpoTeiHeMis y BariTHOi, SKa CYIpPOBOKyBajgacs
BUPaXCHUM TOPYILICHHSIM KOAryJALii B yac poxis [24].

Y 2006 p. ANOHCBKMMH BYCHUMH BHBYEHA icTopisi xBopoOHM 79-piuHoi >XKiHKM 3 IBOOIYHOIO
ITHEBMOHI€10, cuHApoMoM Dubin-Johnson, denotunom ABJIII Ta akaHTOIIMTO30M, siKa TIoMmep:a [16]. Ilpu
OIS TAIlIEHTKM 3BepTana Ha ceOe yBary kaxekcis, kouueHtpaifis XC 89 mr/mi, XC-JIHI 5 mr/mn i
TpuriinepuaiBs 6 mr/an. B KpoBi BHABISUIMCS aKaHTOLMTH; HEPi3KO BHPaKEHHH CHHAPOM 3arajceHHS Ta
O3HAKH HE3HAYHO MOpYIIeHOi (YHKIIT MeYiHKH.

OrnrcaHi BUTIAAKWA KPHUIITOTCHHOTO ITUPO3Y TEUIHKH B 0Ci0, SKi HE HAAYKXKUBAIHM AJIKOTOJIb, HE MaH
BIDYCHHX YpaKeHb IEYIHKH Ta O3HaK MOPTOCHCTeMHOi eHuedanonarii, ane mamu ¢enorun ['BIIT i
rinorpurminepunemito [11,8]. Crearo3 mewinku y mnamieHTtiB 3 HCV-rematutom Ta o3nakamm ['BJIIT
omucanuii B poboTax [35,20,27].

B mitepatypi € mani npo dactoty cmangkoBux ['BJIIT ta ABJIIT B okpemux momynsiisx. B I3paini
(momymsauis eBpeiB Ashkenazi) inentudikoBana mytamis p.G865X, ska moB’s3aHa 3 MyTalisIMH TEHY
MTTHB; ii wacrora 1:131 [7]. Omnucane 3HIKEHHS MPOAYKIIi MPOTECTEPOHY Ta JIENTHHY B I'PEYaHOK 3
¢enotunom ABJIIT [31]. Hocmimxkena myramis Y 1220X apoB-reHy, sika CIpUsS€ YTBOPCHHIO KOPOTKUX
apoB 26,87, sxi He cekpeTyroThes B kpos [18]. Ii HasBHiCTH cynpoBoKyBaacs B reTepo3MroTHil poauHi
YKOBUYHOKaM STHOIO XBOpPOOOIO Yy JTOHBKH 1 BaXKKHM CTETOTEIIATUTOM B MaTepi. Y TBOPEHHS KOHKPEMEHTIB
ABTOPH TIOSCHIOIOTH MOXIMBUM 30UThImIeHHSAM cekpemii XC JKOBUIO SK KOMIICHCATOPHUH MeEXaHi3M
3HWKEHOT 371aTHOCTI meviHku BUBOUTH XC apoB-BMiCHUX JIMONPOTEIHIB.

3a Hamumu gaaumu, ¢enotun ['BJIIT y mamieHTIB 3 HETOCHITANEHOK MTHEBMOHIEI 3ycTpidaBcs B 4
pas| dacTilie, HiK Y XBOPUX 3 PI3HOIO TMATOJIOTIEI0 Ta B 5 pa3 dacTille MOPiBHAHO 31 370poBUMH [1].
3a3HaunMMO, 1110 TaKy BHCOKY 4acTOTy nyke Hu3bkoro XC (menmie 100 Mr/mi) crocTepirajii y XBOpUX Ha
XpOHIUHI BipycHi rematuTs [2, 3]. Y naiieHTiB i3 3anajieHHsIM 1HPEKIIHHOT TPUPOIU ICTOTHO YacTille, HikK
cepen 3M0poBHX, miarHocTyeThesi XC kpoBi meHmie 140 mr/an. 3a manumu 0. [lanunmmH i ciBaBT. [4] B
rpymi nariedTiB 3 IXC 1 XC menmre 180 mMr/mi 3 oqHAKOBOIO 4acTOTO0 (6%) 3ycTpidaimucs KOHIICHTpaIlii
XC xkposi menmre 100, 101-120 i 121-140 mr/mn. Iamientn 3 XC menme 100 mr/mn mamu BUIIUN
apTepiabHUI THUCK, B HUX YaCTillle JiarHOCTYBAIHCS TaXikapis, piBHi reMorio0iny menmre 100 i 101-120
/71, I ABAIIEHUH piBeHB OUTipyOiHy, 3HAYHO 3HIDKEHA KITy0OUKoBa (hiTbTpariis 301IbIIeHE JTiBe TIepeacepast
Ta CHCTOJIIYHA TUCGYHKINS Miokapaa 3a ganumu ExoKI'. Ane nns miarHoctuku cniagkoBux ['BJIIT motpiOHi
TeHETHYHI JOCTiKEHHs, SIKi Ha [bOMY eTaIli poO0TH 3p00uTH OYII0 HEMOXKITUBO.

Mu He 3HaWNUIM MaHWUX PO YacTOTy, KiiHIYHI ocoOmmBocti I'BJIIT ta ABJIII B VYkpaini. Amne
BBKAEMO, III0 HaBEIEHI JaHi JalOTh HijcTaBy aymard, Imo ayxe Husbki piBHi XC, XC-JIHI' Ta
arnonpoTeiny B He € piakoio maToJorieto.
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INHERITED HYPOBETALIPOPROTEINEMIA AND HYPOCHOLESTEROLEMIA:
CLINICAL FEATURES

Familial hypobetalipoproteinemia (FHBL) is an autosomal dominant disorder of lipid metabolism
characterized by extremely low plasma levels of apolipoprotein B, total cholesterol and low-density
lipoprotein cholesterol. Heterozygotes for FHBL are often asymptomatic. Clinical features of homozygous
FHBL can include acanthocytosis, deficiencies in fat-soluble vitamins secondary to malabsorption, atypical
retinitis pigmentosa and neuromuscular abnormalities

JIbBIBCHKHI HAIiOHATFHUN MemuuHUH yHiBepcuTeT iM. Jlanuna [Manmmbkoro, kademnpa BHYTPIIIHBOT
MeauIuHu Ne2

e-mail juliya.panchyshyn@rambler.ru

Hara noctymienns: 10.08.2009 p.




