TMTUTAHHSA HEBPOAOTII. CUMITO3IYM

YK 616.831-007.17-053/.314-008.9:577.122.3
IHgekc DOI 10.15407 /internalmed2024.01.063

ITpod. O.JO. CyxonocoBa, gou. O.J1. Tonain, nou. C.M. KopeHeB

HapuasibHO-HayKOBUI IHCTUTYT INC/ISAMITIOMHOT OCBiTH XapKiBCHKOTO

HalllOHAJILHOTO MEANYHOTIO YHIBepCUTETY

Kadenpa mesposiorii Ta AUTAY0T HEBPOJIOTiT

CniapxoB1 XBOpoOU OOMiHY — ITOTASA
HEBPOAOTa (KAIHIYHA AEKIIiA)

Ha CbOTOJIHI T€HETUYHO JeTePMiHOBaHAa IIaTOJIOTiA
JIOAVHY, @ caMe CIIaIKOBi 3aXBOPIOBaHHs OOMIHY
pedoBrH (MeTabomiyHi XBOpoOM) 3ailMalOTh OfiHE
3 Bu3HayHUX Micnb. CmagkoBi IOpylIeHHS 0OMiHY
pedoBuH MaTh 700 HO30OTIYHNX HOPM.

ITisHs HiarHOCTMKA CHAZKOBMX IIOPYLIEHb OOMIHY
peYOBMH TPU3BOAMTH [I0 MOBHOI MaHidecraril mera-
00miYHNX 3aXBOPIOBaHb Ta iHBaxigM3amii, TOmi 5K
PaHHA [JiaTHOCTMKA 3a JOIIOMOTO0 TeHETUYHNX METOMIB
i Cy4acHMX TEXHOJIOIiN, A€ MOXXIMUBICTH IPOBOLUTH
CBO€YacHe Ta e(peKTVBHE JIiKyBaHHA — IIATOTE€HETUIHY
Teparilo, sika HaIpaB/sie MeTaboi3M B IIOTpibHe pycro.
Tomy ronosHa MeTa — Ha OCHOBi Cy4YacHMUX yABJIEHD ITPO
eTioorio i maToreHes CraIKOBYX 3aXBOPIOBAHb OOMIHY
peYOBUH, OLiHKM HeOoOXiZHMX KliHiYHuX 1 mabopa-
TOPHUX METOJIB NOCIIPKEHHA HABYUTICA 3aIiIO3PUTH
Ta [IarHOCTYBAaTy CHAfKOBi 3aXBOPIOBAHHA OOMIiHY
PEeYOBMH, 1[0 HaifYyacTillle 3yCTpivyaloTbCs, BU3HAYUTU
MiKyBaZbHY TaKTUKY, HaflaBaTV HEBiK/IaZHY JJOIOMOTY
IIpY TOCTPUX 3aXBOPIOBAHHSAX, KONM HE MOXXHA BUKIIIO-
YT CIIAJIKOBI XBOpPOOM O0OMiHY pedoBMH, IPOBOAMUTH
npodinakTiyHi 3axX0u.

Erionoris Ta maToreHes ciaiKoBMX XBOpo6 0OMiHy

CroajxoBi xBopobu o6miny pedoBun (CXO) —
Hall4MC/IeHHIIIA TPyIa ayTOCOMHO-PELECUBHIX 3aXBO-
pIOBaHb.

ITepeBakHa YacTMHA CIAZKOBMX MeTabOMIYHUX
pos3/nafiiB HOB’s3aHA 3 MYTALi€l0 TeHiB, 10 KOAYIOTb
depmentu (pepmeHTONATII a60 €H3MMOIATI).

CragkoBi XBopoby 00MiHYy MOXXYTb OyTH IOB’s3aHi
TaKOXX 3 IOPYIIEHHAM CTPYKTYpM KIITMHHUX pelell-
TOpiB i KaHamiB, TPAHCIOPTHUX OiIKiB, iMyHHOrO
3aXMCTY, CMUCTEMM BUJiNEHHA KiHIEBUMX IPOAYKTIB

MeTabonismy. IIpu ¢epMeHTOmATiAX y TeTepO3UTrOT
CUHTe3YeThCA 10 50 % PepMeHTY i IbOTO JOCTATHBO /IS
3abesnedeHHs QYHKIII, TOMY OinblIicTh hepMeHTOmATII
YCIAfIKOBYETbCA SIK PeLieCHBHI 3aXBOpPIOBaHH:A (ayTo-
COMHO-peliecBHi a60 34erteHi 3 X-XpOMOCOMOIO).
CXO mnop’s3aHi 3 HOpyLIEHHAM OYZOBU CTPYKTYPHUX
6iKiB, MOXYTb OYTI pelileCUBHNUMI i FOMIHAHTHUMIL.

[TpyyyHaMy TepBMHHUX, ab0 CIAaZKOBMX, €H3MMO-
TIaTill € 3MiHYM B TEHETMYHOMY KOZIi CUHTE3y (bepMeHTiB,
30KpeMa, aHoMmanbHa crpykrypa HHK, mnopymenn:a
TpaHCKpunuii, smiHena cTpykrypa PHK, mopymennsa
TpaHcosail.  I[IpuurHamy  MeTabOMIYHMX — PO3/ajiB
MOXYTb OyTHU TaKOXX TeHETMYHO 3yMOBJIEH] ITOPYIIEHHS
CIiBBiHOLIEHHA NPUPOJHMX AKTUBATOpPiB Ta iHTi0i-
TOpiB ¢epMenTiB. TakuM YMHOM, CIAJKOBi €H3UMO-
IaTil € pe3yabTaTOM MYTalliil, O IPU3BOLATD 10 3MiH
AKTUBHOCTI BiIIOBiTHNX hepMeHTIB: B OHUX BUIIaIKaX
AKTUBHICTb (pepMeHTa MOXKe OYTH BifICyTHA, B IHIINX —
3HIDKeHa 260 (pifiie) miBuILeHa.

MexaHi3M IOpyLIeHb aKTUBHOCTI (epMeHTIB Ipu
CMAJIKOBUX €H3MMOTIATisIX TaKWUIA:

e 3MEHIIEHe YTBOPEHHSA IPOAYKTY peaKyii;

o HaKONMYEHHHA CybCTpary;

o IIOCHJIEHE YTBOPEHH IHIINX MeTabOJIiTiB.

Tax, BigcyTHicTh a60 iCTOTHe 3HIKEHHA aKTMBHOCTI
depmeHTa cripuunHsie MeTabOMIYHMIT OTOK — Tepepu-
BaHHA 200 CIIOBi/IbHEHH HOPMaJIbHOTO Iiepebiry meBHol
RiNAHKM OOMiHY ped4oBMH. YHACHifoOK Lboro Binoy-
BA€TbCA HAKONMYEHHA HEBMKOPMCTAHOTO CyOCTpary
Ta JI0r0 IOIEPENHMKIB, AKi Y BUIIAJKY IX TOKCUMYHOCTI
MOXYTb NPU3BECTM [0 NATOJOTIYHMX HpOsABIB Ta
BUK/IMKAaTH BTOPUMHHMII Merabomiunmit 6710K. Oxpim
TOTO, Pe3y/IbTaTOM MeTaboNiqHOro 6/10Ka € 3MEHIIeHH]
YTBOpEHHS IpOAYKTiB (epMeHTaTUBHOI peakuii, ski
YacTo € JKepenoM A CHHTe3y 6i0/loriyHO aKTMBHMX
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crionyk. Tak, HaIpUKIaj, TMPO3UH BUKOPUCTOBYETHCS
VI CHHTE3y TUPEOIJHNUX TOPMOHIB, KaTeXOJaMiHiB,
MmenaHiny. [Tpu ¢eninkeronypii (zedexr Qeninananin-
TiZIPOKCMIIa31) CHOCTEPIra€TbCs HeOCTATHE YTBOPEHHA
TUPO3VHY, & OTXe, 3HIDKYETbCA CMHTE3 BXIUBUX IJIA
OpraHi3My CIIONYK.

Ha puc. 1 nHaBemeHO cxeMy TIillOTETUYHOIO MeTa-
00/IiYHOrO IUIAXY, B AKOMY IPONYKT CUHTE3YETLCA i3
cy6CTpaTy LULIXOM MOCIIJOBHMX peaKlliil, 1o KaTai3y-
10TbcsA pepMenTamu A, B i C. IIpu 11boMy yTBOPIOIOTbCS
MIPOMDKHI IPORYKTHL.

Precursor ——— Intermediate; —— Intermediate, —— = Product

Enzyme A Enzyme B Enzyme C
‘ Gene A Gene B Gene C
Wild-type allele A Wild-type allele B Wild-type allele C
Mutation Mutation Mutation

Mutant allele a

:

Inactive enzyme a
when homozygous

;

aa bb
Precursor —S.{L» Intermediate, 7(:4/—» Intermediate,

Mutant allele b

Inactive enzyme b
when homozygous

Mutant allele ¢

;

Inactive enzyme ¢
when homozygous

ccC

—S%—» Product

Puc.1. Cxema HopmasnbHOMO Ta NOPYLLUEHOro MeTabosliyHOro NpoLecy

3a BigcyTHOCTI pepMenTiB A, B i C IpofyKT He CUHTe-
3yeTbcA. SIKIO NepeTBOPEHHS NPEKyPCOPY Y KiHLeBUIA
IOPORYKT 3a0/I0KOBAaHO, KOHIIEHTPALisl IPOMIKHMX
IPOAYKTIB Ta, MOX/IMBO, iHIIMX IIONEPENHUKIB MOXe
36inpiTucs. [Tocunene yrBopeHH:A MeTaboMIITy 2 MOXKe
CriocTepiraticst BHACTIIOK 30iMblIEHHS KOHI[EHTpAIil
MeTabormiTy 1 Ta OMIOKyBaHHs IepeTBOPEHHs iHTepMe-
miary 2 y KiHIIeBUI IPOJYKT.

Y Bumagky, Komu HaKONMYEHUI HENEPEeTBOPEHUI
CyOCTpaTr € HeTOKCUYHVM, a IIPOAYKT (epMeHTaTBHOI
peakuii He BUKOPMCTOBYETbCA I CHUHTe3y O6iomo-
TiYHO BAXIMBMX CIONYK, (PepMEHTONATiA MOXKe MaTu
6e3CHMITOMHMIL ITepeoir.

3ane)XHO Bifl CTYNEHsA KIIiHIYHOrO IpPOABY CIAfKOBi
AQHOMaJIil MMOAIIATD HA TPU TPYIIN:

1. Bescumnmomni. B oci6 i3 Takumy aHOManisMu He
criocrepiraerbca HiAKMX (QYHKIIOHAJTBHUX PO3JIAfiB.
Taki 3axBOpIOBaHHA He MAalOTh K/IiHIYHMX IpOsABiB
i MOXyTb OYTM BUAB/ICHI BUIAJKOBO Iifj 4ac 3BMYAli-
HOro 1abopaTopHOro obcTexxeHHs1. Jlo i€l rpynm MoxKHa
BifHecTH HoOposiKicHY ¢pykrosypiloo, IeHTO3ypiio,
HUPKOBY ITIIOKO3YPilo, JesAKi aMiHoauuaypii Ta in.

2. Bionoco 6escumnmommui. AHomanii 1€l rpymm
TaKO)XK He [AalOTh HIAKMX CyO'€KTMBHMX IIPOSBiB,
OflHAaK NpM [Aii MPOBOKyHOUMX (PAKTOPiB MOXKYTb MaTH
KJIiHIYHMII TPOAB.

3. Kniniuni. [Jo niei rpynn ¢pepMeHTOIATIil Ha/leXaTh
yCci aHOMaiii, 10 CYIPOBOJKYIOTbCA BUPAKEHUMMU
KAIHIYHMMU O3HaKaMU ((beHinKeTOHypiﬂ, rajlakTo3eMis,
[JIIKOTeHO3M, MYKOIIOTicaxapuo3u, mopgipii Ta ix.).

Knacugikanii cnagkoBux Xxsopo6 o6Miny

IcuyroTs pisHoMaHiTHI Kmacudikanii CXO — 3a Tumom
CIIaJKyBaHHA, 3a XapaKTepoM MeTabONiuHMX IOpY-
LI€Hb, 33 K/IIHIYHMMM NIPOsABAMMU Ta iH., aJIe )KOHA 3 HUX
He € Bu4epnHow. Tak, 3a npunyunom npoeioHux nopy-
uleHv 00MiHy peuo6uH, 6UdINAIOMb MaKi munu:

1. Iopywenns o6miny aminoxucnom (aminoayudypir)
— (peHinKemoHypis, 20MOUUCEHYPist, anbOiHi3M, anKan-
MOHYPis ma iu.

2. Hopywienns obminy 6yene600i6 — eanakmo3emis,
2niKo2eHo3U ma i.

3. Iopywiennst 06miny ninidie — ninido3u naasmamuumi
(cimetina einepxonecmepuremist) i 1inioo3u KAiMUHHI —
eanenio3udosu (xeopoba Tes — Cakca), uepebpo3udo3u
(xeopoba Towe) ma in.

4. Ilopywenns obminy nypunie i nipumioumie —
cunopom Jlews — Hixana, oxpemi gpopmu nodazpu ma i.

5. Iopywenns 06miny amoniesux cnomyx — Oeivum
OpHimuHmpauckapoaminasu, sinepapeiHiHemis.

6. ITopyuiennss 06miny nopgipunie — eocmpa inmep-
mimywua nopgipis ma iu.

7. Iopywenns 6inipy6inosoeo 00miHy — cuHOpomu
Hyb6ina — Jlnconcona, Kpienepa — Hatispa ma in.

8. Iopywenns obminy opeaniunux kucnom (opeaiuni
ayudemii) — NPonioH, MeMuUnIMAanoHo8a, i308anepiaHosa
avudemir.

9. Ilopywienns obminy memanie — xeopoba Binv-
cona — Konosanosa (06min mioi), eemoxpomamos (06min
3aniza) ma iu.
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10. Ilopywienns cunmesy 20pMOHI6 — 2inOMUpPEO3,
npupoOicera 2inepnnasis HAOHUPKOBUX 3A7103.

11. Cnadkosi x60po6u 00MiHy CHOLYUHOI MKAHUHU —
MmyKkononicaxapudosu, xeopoba Mapgpana, cunopom
Enepca — Jlanno ma in.

12. Iopywienns mpaucnopmy xnopudie — myKosic-
4U003.

13. CXO mpaucnopmuux cucmem Hupox (my6yno-
namii) — yucmuHypis, eimamin-J]-pesucmenmuil
paxim ma ix.

14. Cnaodxosi eemoenobinonamii.

15. JlisocomHi x60pobu HaKONUHeHHA — MYKONosica-
xapuoosu, cineoninioosu.

16. ITepoxcucomui xgopobu — xeopoba Llenvsezepa.

17. MimoxoudpianvHi x60poou.

18. Cnaokosi imynodepiyumni cmanu (CXO neiixo-
uumis i nimgoyumis).

19. CXO epumpony — eemonimuuni anemii, Hedocmam-
Hicmb 2n10K030-6- pocamaoeziopozerasu ma iw.

20. CXO wnyHK080-KUWKOB020 MPAKMY — CUHOPOM
manvabeopbuii npu Hedocmamuocmi ducaxapuoas ma i.

3a xniniunumu nposeamu CXO moxcymv 6ymu
niopo3oineni maxum yuHom:

o Helipo-M51308i;

o eHOOKpuHONnAamii;

e NEUiHKOBI;

o CNOMYUYHOI MKAHUHU;

o KUWIK08I (CUHOPOM NOPYUIEH020 KUIKO0B020 BCMOK-
MYBaHH);

o epumpoyumapni (2emoznobinonamii);

o imyHOOeivumus;

o penapauii JHK;

o JII30COMMI — x60p06u HAKONUYUEHHST;

o MIMOXOHOpianvHi;

o NEePOKCUCOMHI.

JiarHOCTHKa CHaKOBUX XBOPOO 00MiHy

Hiarnoctuka CXO 3a KIiHIYHMMU 03HaKaMU CK/IaJHa,
OCKi/IbKM KJIiHIYHA KapTHMHA CIIaJJKOBUX XBOPOO 0OMiHY
noniMopdHa i mepexpuBaerbcs. Tounnit giaraos CXO
MO)XHa BCTaHOBUTM 3a JIOIIOMOTOK J1abOpaTOpHMX
MeTofiB (CKpMHIHrOBi 6i0XiMi4Hi 3 HOAA/MBIINM YTOY-
HeHHAM JiarHosy). OfHak Ipy pisHNUX CHAaJKOBNX IIOPY-
IIEeHHAX MeTa6oni3My € 3araJibHi CUMIITOMM, SIKi TO3BO-
JIAIIOTH 3aIliIO3pUTH LII0 TPYIy 3aXBOPIOBaHb.

OcHOBHI KIiHIYHI 03HaKM MeTabOMIYHUX IOPYIIEHDb
CIafIKOBOTO XapaKTepy BKe IOYMHAIOTD ICKPaBO IIPOsIB-
JIATUCA 3 HEOHATaJIbHOrO Iepiony (Iic/iA HapompKeHHs
putuan). OfHAK, CIOTBOPEHH MeTabO/IiYHMX NIPOLieciB
PO3IOYMHAETBCA 1je BHYTPILIHbOYTPOOHO, i pe3yib-
TaT¥ TOPYLIEHOTO MeTaboIi3sMy IUIOfa, BIUIMBAIOUM
Ha CTaH 3/J0POB’Sl BATiTHOI, 3yMOBJIOIOTb OCOOMMBOCTI
aKyLIepCbKOTO aHaMHe3y, IepeOir faHoi BariTHOCTI.
HassHictb y BariTHOi 6araTropa3oBoro 6/10BaHHs, 03HaK
nopyuieHHs QyHKIHT ediHKky, reMoi3y, TpoMOoLuTO-
HeHii, 6araToBiffs, a TAKOXX HeCHPUSITIVIBOTO nepe6iry
HOMepefHiX BariTHOCTEl — CIIOHTaHHMII abopT abo
MEpTBOHAPOKEHHS, MOXKYTb OyTHU HEpLUIMMM BaXK/IU-
BYIMI O3HAaKaM¥ PO3BUTKY ITATOJIOTiYHOTO IPOLIECY.

Bapro sasHaumTH, IO B OFHMX BMIIAJKaX IepIi
IpOsIBM CHAJKOBMX IOPYLIEHb OOMiHY pEYOBUMH BXKe
PO3MOYMHAIOTECS 3 MOMEHTY HapOKEHHA [UTUHU
y BUITIAZAL AVCHENCUYHUX PO3NafiB (3LYTTA XKUBOTA,
SHIDKEHHs aIlleTUTY, BiIMOBa BiJ TOZYBaHHA, KOMIKIH,
YacTi, PifiKi BUTIOPO>XHEHH, BiJICYyTHA IO3UTUBHA JIVHA-
MiKa Maci), TPUBAJIOl >KOBTSAHMIL, 361/IbIIEHHS PO3MipiB
IIEYiHKM, Ce/lIe3iHKM, HEBPOJIOTiYHOI CUMIITOMATUKI
y BUITIALL CYSOMHOTO CHHJPOMY, IpPUTHiYeHHs, IOpY-
IIEHHA M f30BOTO TOHYCY, a TAaKO)X Ha PaHHIO IIOABY
IHTOKCMKALiTHOTO CMHZPOMY, BHAC/i/JOK HAKOIIMYEHH S
IPOMDKHUX IPORYKTiB 0OMiHY, MeTabOiTiB.

[TopyueHHs 0OMiHY pe4OBYMH IOBMHHI pO3ITIANATHAC
SIK MOXKJIVIBUIL CTaH y 6yAb-sAKOI JUTKHY, 32 HASABHOCTI
HAaCTyIHMX O3HaK: HEINOACHEHe HiYMM BifIcCTaBaHHA
IICUXOMOTOPHOTO  PO3BUTKY, CYJOMM, IICUXOTMYHI
CTaHY, Pi3HOMAaHITHi HEBPOJIOTiYHI IOPYIIEHHS, 3aXBO-
pIOBaHHA odell (KarapakTa), IJIyXOTa, IpPOrpecyiodi
medopmaliil cKemeTa, He3BMYAHMIT Koip i 3amax ceui,
IIOTY, CTiJKi [lepMaTO3y, IATO/NOriA BOJIOCCA, Helepe-
HOCHMICTh OKpeMUX Xap4OBUX IPOAYKTIB, JTiKapChKUX
mpenapariB, BifcTaBaHHA y (iSMYHOMY pPO3BUTKY,
rermaToMeralis, HUPKOBi KaMeHi, iIHTepMiTyIoui emisonn
He3pOo3yMiiol 6/II0BOTY, aliui03y, IOPYIIEHHS ICUXIKH,
KOMAaTO3Hi CTaHU.

ITopymenns o6MiHy aMiHOKMCIOT (aMiHOAMAY Pil)

Kniniuni ocobnmBocTi 06MiHY aMiHOKMCIOT pi3HO-
MaHITHI, ajie I/I1 HUX € XapaKTePHi ypa)KeHHsA HEPBOBOI
CUCTeMU, MiIBUILEHN BMIiCT TUX UM iHIINX aMiHOKICIOT
cedi, cupoBaTrku KpoBi. HoBoHapopmkeHa nuTHHM, Ha
IepUInil TOINIAL, Ma€ 3JOPOBUII BUIJAJN, OJHAK TaKi
mepili O3HaKM, SIK COHJMBICTD, JIeTaprif, yTpygHeHe
TOJYBaHHs, Cy/foMH, OMIOBaHHS BUSB/IIOTBCSI BXKE
3 mepmux OHIB XNUTTA. Jly)Ke BaKIMBMM MOMEHTOM
B TaKMX BUIIQJKaX € 3’sICYyBaHHA B aHaMHe3i 6/113bKO
ponvHHKX 1TI06iB, a60 BUIIAAKM CMePTi B HEOHATAIIb-
HoMy mepiogi B ciM’i. ITpu 06’exTuBHOMY 0OCTeXXeHHI
BUABIAIOTD Hecmenngiuni o3HaKM, sAKi CBigYaTh Ipo
ypaXKeHHsI HepBOBOI CHCTEeMMU, rellaToMeraiilo abo x
He3BUYAHMI 3amax («cmitHimux» Hir (I3oBanepiaHOBa
anuaemis; iyraposa auupypis, tun II), «mumraunmit
a6o mmiceni» (PeHiNKeTOHYPif), «KIEHOBOIO CUPOILY»
(XBopo6a KeHOBOTO cupomny), «<koTs4oi cedi» ([ledinnt
3-MeTMIKpoTOHIN-KoA-KkapOoKcuiasy), «KaryCTsSHWUIT»
(Tuposunemis, tun I), «rannoi pubu» (Tpumernmami-
Hypis ), «xMemo»( XBopoba Oacrxaysa (Oasthouse))
TOIIIO).

Y piteit mnocTHaTanmbHOrO mepiony ¢opMyeTbCA
BiZICTaBaHH:A INCUXiYHOTO Ta MOTOPHOTO PO3BUTKY, IO
€ HaibinpIl TOCTIIHMMM O3HaKaMM IIPU IOPYILEHHi
00MiHy aMiHOKMCIIOT.

1. ®Peninkemonypiz (medinur ¢eninananin-4-
MOHOOKCUTeHasM). YHaclifmoKk O70Ka IlepeTBOpeHH:
¢eninmanaHiny Ha TUPO3UH B OpraHi3Mi HAaKOIMYYETbCA
¢eninananin, ¢eninnipysar. Hagmmnok ¢eninkeronis
[IOpPYyILIye HOPMa/JIbHUII PO3BUTOK MO3KY JUTUMHU i €
IPUYMHOK PO3YMOBOI BificTanocTi, cyfioM. Konien-
Tpania QeHinamaniny moxke 6yt BuMipsHa B 1po6i
KaIliZISIPHOL KPOBi, B3ATOI 3 IATKM OUTHHU Ha 6-10-11
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IeHb Mic/A HapofKeHH:A. 1A MeTopuka nmpujaTHa i
MacOBMX CKPMHIHTOBUX 06cTexxeHb. DeHiImipoBMHO-
rpajiHa KMCI0Ta CeYi pearye 3 XJIOPHUM 3aJ1i30M, OfIHaK
TaKe TeCTyBaHHSA MOXXE JaTV IO3UTUBHUII PE3yIbTaT
TiIBKM IIpUOMN3HO Yepe3 6 TYDKHIB MiC/IA HapOI KeHHS,
KOJIM B)X€ MOXKYTb PO3BUHYTICs HE3BOPOTHI ypa’KeHHs
TOTIOBHOTO MO3Ky. Y Oararbox piteir i3 ceninkero-
Hypi€lo cBiTIe Bomoccs i roay6i oui, mo IOB’sA3aHO
3 HE[JOCTATHICTIO CMHTE3Y MeJIaHiHY, OCKi/IbKM TUPO3MH,
YTBOPEHHS SIKOTO 3a0JIOKOBaHe, € IOIEPEHIKOM Mela-
HiHy. JlikyBaHHS IIOJATae B OOMEXEHHI CIO>KMBaHHA
(eninmanaHiny 3 BUKOPUCTAHHAM Ji€TH, IO 0a3yeTbCs
Ha CIlelja/IbHMX Oi1Kax i yncTux aminokucnorax. MeHi-
JlajlaHiH — He3aMiHHa aMiHOKMCIOTa, TOMY HEBENIMKa
ii KiZIBKICTP yce 5K MOBMHHA OYTY HPUCYTHBOK Y [i€Ti.
Y Toil e Yac HeOOXiHO BBOAMUTY 3 DKEI afileKBaTHY
KiJIBKICTD TMPO3MHY, OCKI/IBKM TUPO3UH CTa€ He3a-
MiHHOIO aMiHOKVIC/IOTOIO ¥ XBOPUX Ha (eHiNKeTOHYpilo.
3a [JOTpMMAaHHs BKa3aHOI OieTy OiTH, AKUM AiarHO3
(beHinKeTOHYPisA 60 OCTAB/ICHO Ofpasy IIic/IA Hapo-
JPKEHHS, POCTUMYTb i pO3BUBAaTUMYTbCA HOPMaJIbHO.

2. Ankanmonypia (zedilluT rOMOTeHTN3aTOKCUA3M)
YHacmimok NOpylleHHSA KaTabomismy (eHinamaHiny
CIIOCTEPIra€eThbcsl MiJBUIIEHHA BMICTYy TOMOT€HTU3U-
HOBOI KMC/IOTY B TKaHMHAX, KpoBi Ta ceyi. 3a HasABHOCTI
KICHIO YTBOPIOETbCA YOPHMI IIrMEHT — aJIKalTOH.
OcranHill MO>Xe YTBOPIOBATHCS B 6i0/IOTiYHNX pifuHaX,
HaKONMYYBAaTUCA B TKAHMHAX, MLIKipi, CYXOXWUIKaX,
XpsIIaX HOCA, BYX i cyrmo6iB. Y pasi sHauHOrO BiffKma-
JaHHA NIrMEHTy B CYyIZI06ax CIIOCTepira€rbCcs IIOPYy-
HIEHHA iX PyX/IMBOCTI.

3. Tuposunos (mediunt n-rigpoxcudeninmipysar-
okcypasnu). Ilopyuryerbcs yTBOPEHHS TIOMOTEHTU3U-
HOBOI KMC/IOTH, BHAC/TIZIOK YOTO B KPOBi Ta ceYi Mi/IBUIIY-
€TbCS KiIbKiCTh THPO3UHY i N-rigpokcudeninmipysary.
Y piTeit ciocTepira€Tbcs BificTaBaHHA Y PO3BUTKY.

4. Anv6inism (medinur tuposuuasu). Ilopymry-
€TbCSI IEPeTBOPEHHs TUPO3UHY Ha JioKcudeHinamaHin
(JODA) i JODA-xiHoH, mami Ha Memadid. Knixiu-
HUMU O3HAaKaMI 3aXBOPIOBAaHHS € ClMabKa MmirMeHTallis
LIKipy, CBiT/Ie BOIOCCS, YEPBOHYBATIII KOMIP DAy KK
oka (xaminApu, Aki mpocsiuyloTbes). BigsHawaerbca
IPUCKOPEHE PO3ILEIUIEHHA POJOICUHY, HAC/TiIKOM Y0TO
€ moraHmit 3ip BaeHb i porodobis. Mani f03m coHsd-
HOTO CBiT/Ia MOXYTb IIPU3BECTH JJO PO3BUTKY oTOzIEp-

MaTo3y.
5. Tlinepzicmuounemiss  (mebinut ricTMAVHA3K).
YHaCMigoOK IOpYIIEHHS OKMUCHOTO Je3aMiHyBaHHsA

TiCTUIMHY CHOCTEPIira€ThCA MifBUIIEHHA BMICTY TiCTH-
OVIHY B KPOBI, a B Cedi MiABNIEHNIT BMIiCT TiCTUAVHY Ta
jioro mo6iYHOro MeTaboNITy iMigasonipoBMHOrpaiHOL
kucnotu. [lonibHo no deninmipoBMHOrpaHOI KUCIOTH,
IO eKCKpeTYeTbCs NMpy QeHiNIKeToHypil, iMifasonmipo-
BUMHOTPAafIHA KUCJIOTA pearye 3 XJIOPHUM 3a71i30M, YTBO-
PpIOIOYM CMHBO-3€TIEHNII IIrMEHT 3a HasABHOCTI XJIOPHOTO
3amisa. Y XBOpMX Bi/I3HAYalOTh 3HIDKEHHS iHTENIEKTY,
nopymyerbca ¢ynknia ITHC (cymomu, HeBIeBHeHa
xopa).

6. Tinepamoniemin (nediunt OYHL-IKOrO 3 IUATH
(depMeHTIB cuHTe3y ceuoBMHM: Kapbamoindocdarcuu-
TeTasy, OpHITMHKapbaMolITpaHcdepasn, apriHiHoCyk-

LMHATCUHTETa3y, apriHiHOCYKIMHATIia3M, apriHasm).
AKTUBHICTD lepeKTHUX pepMeHTIB MoxXe Oy TU 3HIDKEeHa
pisHOI0 MipoOI0, 2K 10 OBHOI iX BificyTHOCTI. [Topyiienn:a
peaKiii 3HEIIKOMKEHHA aMiaKy MO)Ke BUK/IVKATH TiIle-
paMoOHi€Milo, 1[0 BUAB/IAE TOKCUYHY [0 Ha OpraHi3M.
Hait6inpi BupakeHoIo € rinepaMoHieMis npu gedexti
1-r0 i 2-r0 epMEHTIB OPHITUHOBOTO LUKIY. Y JEAKUX
BUIIQ[JKaX HAaCTa€ CMEPTh YIPOAOBXK IEPINMX MiCALIB
KUTTA. linepaMoHieMiss CYIpOBOMKYETbCA IOSBOIO
HYZOTH, O/MIOBaHHS, 3alIaMOPOYEHHS, CYLOM, BTPATOIO
CBiOMOCTI, HaOpsIKOM MO3KY (Y TSDKKMX BMIIAJKAax),
BifIcCTaBaHHAM pPO3YMOBOTO pO3BUTKY. [I/1s1 iaTHOCTMKY
Pi3HMX THUIIIB rinmepaMOHi€Mil BUSHAYAIOTh YMICT aMiaKy
B KpOBi, MeTaboJIiTiB OPHITMHOBOrO LMKIY B KpOBi Ta
cedi, aKTUBHICTb PepMeHTIB y 6i0onTaTax MeUiHKM.

7. Hucmunos (medbinuT IUCTeIHiOKCUTEHA3MN).
YHaCTMiZoOK IOpyIIeHHs peabcopbuii Maibke BCix
aMIHOKMCIIOT Yy HMPKOBUX KaHANbLAX (32 BUHATKOM
LUKTIYHNX) 3pOCTA€ eKCKpelliss BCiX aMiHOKUC/IOT Y
5-10 pasis, i3 HUX UUCTMHY i1 nucreiny — y 20-30
pasiB. BinbyBaerbcsa BuOipkoBe Bifk/IafjlaHHA LUCTUHY
B PETUKYIAPHUX KIiTUHAX KiICTKOBOIO MO3KY, Ce/Ie3iHIIi,
meviHIni 7 kIiTMHaX poriBkm oka. Bimomo tpm dopmmu
3aXBOPIOBAHHS:

o iHdanTWIBHA (HedpOTMYHA), IIO XapaKTepuUsy-
€TbCA PO3BUTKOM HMPKOBOI HENOCTAaTHOCTI B IIEpIi
10 poKiB >KUTTs;

o IOBeHiMbHa (IpOMiXKHA), 3a AKOI YIIKOMKEHHA
HMPOK BMABJIAETbCA BIPOAOBX mopanpmmx 10 pokis
KUTTA;

o popocna (foOposiKicHa), IO CYNPOBOIKYETHCS
BiIK/IaJlaHHAM LVICTUHY B POTiBIIi, ajIe He B HUPKaX.

8. Jletiyuno3, abo xBOpoba KIEHOBOTO CHUPOIY
(medinut QepMeHTIB OKMCHOTO [eKapOOKCUTIOBAHHS
BajliHy, JIEHLMHY, i30eiiuuy). BinbyBaerbcs mimBu-
LIEHHA B KPOBi BMICTy PO3Tay>KEHUX aMiHOKMC/IOT Ta
IX KeTOIIOXigHMX, a TaKO>X BUJiIEHHS iX i3 cedero, sIKa
Mae crienigamit 3anax kjieHosoro cupony. IIpu ipomy
3aXBOPIOBAHHI 0COOMMBO MATOTEHHMM € HaKOIMIEHHS
NeNMHy — iCTMHHO KeToreHHoi amiHokucimoru. Keto-
HOBI Ti/la BiflirpalOTh BENMKY pOJIb y eHeprosabesiie-
4eHHi MO3Ky, ocoOnuBo npyu rinormikemii. Ilopymenns
OOMiHY JIeMILIHY HIPU3BOJUTD IO PO3BUTKY PO3YMOBOI
Bi[ICTa/ZIOCTi, CYZIOM, 6/1I0BaHHS, M S30BO1L PUTiZHOCTI,
neraprii. OCHOBHMM MeETO[OM JiKyBaHHS JAUTUHU
€ CIleliasibHa fi€eTa.

9. Tomouucmunypis (mediunt yCcTaTiOHIHCHHTE-
Tasu). YHACA[JOK IOPYIIEHHS IepPeTBOPEHHs IOMO-
LucreiHy Ha IMCTAaTiOHIH Biff0yBaeTbcsA HAKONMYEHHS
TOMOLIMCTEIHY B TKaHMHAX, KpoBi Ta cedi. Kniniunnmu
O3HAaKaMJ € 3aTPMMKa PO3YMOBOTO PO3BUTKY B JiTeld,
Iepiofu4Hi CyJoMM, OCTEOIOpO3, CKOMi03, MaTOJO-
rivHi epesIoMy, €KTOIliA KPUIITAINKA, TPOMOO3 CYIMH,
aTepOCKI/IepO3.

10. Tinepnponinemis (medinuT NpPOTIHOKCKUIAZN).
XapaKTepu3yeTbcsl MOPYLIEHHAM OOMiHY IIpOJIiHY, 1O
CYIPOBOJKYETbCA PO3YMOBOIO Bi[ICTAJliCTIO Ta IIOPY-
IIeHHAM QYHKLII HUPOK.

11. Tinepsaninemis (pedinur BamiHaMiHOTpaHC-
¢depasn). CynpoBOEXKYETbCS Ppi3KMM  IiBUILEHHAM
KOHIIeHTpallii BajiHy B IUIasMi KpoBi Ta ceui. 3axBo-
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PIOBAaHHSA BUABJAETbCA B NepIli MicAli >xuttA. Kiiniu-
HUMM IPOSIBAMI TilepBayiHeMil € OM0BaHHsA, feTigpa-
Tallis i KoMa, a misHime — BupaxeHa guctpodis. Pano
BUABJIAETHCA HEBPOJIOTiYHA CYMIITOMAT/Ka — 3arajabHa
M s130Ba TilIOTOHIA, rinepkinesnu, Hicrarm. I3 BikoM Bce
Oi7IbIII BUPA3HO BUABJLIIOTBCSA O3HAKM BifCTaBaHHs
B IICUXiYHOMY PO3BUTKY. [liarHO3 I'PyHTY€TbCA Ha JaHUX
XpoMaTorpadivHOro aHaIi3y KpoBi i cedi Ta pe3ymbprarax
Ki/IbKiCHOTO BU3Ha4eHH BaJliHy.

ITopyuenns o6MiHy ByrieBofiB

YacToro i 0CUTh Cepiio3HOI0 IMATOJIOTIEI [UTAIOTO
BiKy € IOpYIIeHHs BYITIEBOLHEBOIO OOMiHY (ramakro-
3eMis, rimno-, ajakTasis, IiKOreHO3M, TOIO), OCKIIbKYU
MOXYTb 3aKiH4yBaTHCs neTanbHO. CrHagkoBmit gedext
(depmeHTIB MOXKe crocTepiraTucs Ha piBHI rigpomisy
1 BCMOKTYBaHH:A BYITIEBOJiB, II€PETBOPEHHS O[HOTO
BYIJIEBOAY B iHILMIA.

1. Tanaxmosemii (mediumt ramakroso-1-docdar-
ypugmitpaHcdepasy). YCIaIKOBYETbCSA 3a  ayTo-
CcOMHO-penecuBHMM Tunom. Ilpm uii maromorii y
KpPOBi Ta BHYTPIIIHiX OpraHax XBOPMX HaKOIMNYYIOTbCs
Yy BEJIMKMX KOHIIEHTPAllifAX rajJakTo3a Ta rajlaKTo30-1-
¢bocdar. BinbyBaeTbcst HOpyIIeHH IpoLecy pepMeHTa-
TUBHOTO NEePeTBOPEHHSA IaJIaKTO3M Ha ITMIOKO3Y 3 HAKO-
NMYeHHM FaJIaKTO3M i IPORYKTIB Il 0OMiHY B KIiTHHAX,
1[0 BYIAIBJLAE YIIKOMKYBa/IbHY Jiif0 Ha QyHKIIT nediHKy,
TOJIOBHOTO MO3KY, KpMIITa/lIMKa OKa, HMpoK. [laTonoria
BUABJIAETbCA B PAHHbOMY IUTAYOMY Billi IIpU CIIOXKM-
BaHHI MOJIOKA. Y HEMOBJIAT 3HUKAE ALIETUT, 3 SIB/LAIOTHCS
B’sUTiCTb, O/MI0BaHHS J1 IPOHOC. 3HIDKYEThCS Maca Tina,
IOCTYTIOBO PO3BMBAIOTbCA TENATOMErasisl Ta >KOBTA-
Hung. YacTo crocrepira€rbcs KaTapakTa, L0 HMPUBO-
IOUTD IO CNoTH. MOXYTb 3’ ABIATUCA CUMIITOMH, IO
CBiuaTh IpO ypaKeHHA HUPOK (IpoTeiHypid, rime-
paMiHOaIMAypiA) Ta ILeHTpaabHOI HEPBOBOI CUCTEMU
(3aTpuMka HcuX0(isMYHOrO pPO3BUTKY). P0O3BMUTOK
3aXBOPIOBAHHA MOXKe OyTH IIPM3YNUHEHMII 3MiHaMm
B JIi€Ti — BMJIYYE€HHAM i3 Xap40OBOI'0O paljioHy IPOJYKTiB,
110 MiCTATD TaaKTO3Y.

2. Dpyxmosemii (nedinur Ppyxroso-1-pocdarans-
monasy, ppykTokinasu abo Pppykroso-1,6-gudocdarans-
momasn). HegocratHicte ppykToso-1-docdaranpmonasu
CIpUYNHAE HAKONMYEHHS B TKAHMHAX (QPYKT030-1-
¢docary, sknit € inribiropom ¢epmenty riikorengpoc-
¢dopwnasu. Ilatonoris mnposBiAeTbcs ¢pykTo3eMiero,
($pyKTO3Yypi€r0 Ta TAXKKOIO rinormikeMiero, [0 po3ByBa-
€THCSI TICTIST CIOXKVBAHHS JIi€TH, SIKa MICTUTD PPYKTO3Y.
HepocrarHicTb ppykTokiHasy xapakTepus3yeTbCs IOPY-
IIeHHAM KJITHHHOI yrwisanii ppykTosn 6e3 cyTTeBux
K/IIHIYHUX IIPOABIB.

3. Inixozeno3u — Tpyna CIaJiKOBUX €H3MMOIIATIN,
B OCHOBI SIKMX JI©XWUTb 3HIDKEHHS ab0 BiICYTHICTDb
aKTMBHOCTI (pepMeHTIB, IO KaTai3ylTb peaxiii
CHHTe3y ab0 po3Iajly IIiKOreHy, ab0 IOPYIIEHHS pery-
71l ux GpepMeHTiB.

Inikorenos I muny, renaTopeHajbHUI IJTiKOT€HO3,
xeopoba Tipxe (medinur rII0K030-6-ocdarasn);
XapaKTepU3YETbCA TillOIMIKEMI€I0, TillepTpUALMIIIIi-
LeposeMiero, anuao3oM (YHAacAiZOK HaKONMYEHHs

JIAKTaTY), TillepypuKeMi€lo, Y TAXKKUX BUNAIKaX Pe3y/ib-
TaToOM TimormikeMil MoxXyTb Oyt cymomu. ImikoreHos
I tmmy ycmagkoByeTbcs 3a ayTOCOMHO-peLeCUBHUM
TUIIOM. Y>Ke B PaHHbOMY Ilepiofi Haibinplr moMiTHa
O3HaKa — TremaToMeranisa. Y XBOpUX JiTell KOPOTKMIA
Ty}Iy6, BEJIMKUII >KUBIT, 301/IbIIeH] HUPKM, BilCTAaBaHHA
y ¢isuunoMy posButky. ITpu piarHoctuni niei maro-
Jorii BU3HAYAIOTh aKTUBHICTD ITIIOK030-6-pocdaTasn y
6ionrarax nevinku. KpimM TOro, BUKOpUCTOBYIOTb TeCT
31 CTUMYIALIEI0 ITIOKarOHOM abo aJpeHaiHOM, SKMIT
y BUIAJKY XBOPOOU [a€ HETaTUBHMUII Pe3y/IbTat, TOOTO
micra i1 eK1il TopMOHa piBeHb ITIIOKO3U B KPOBi 3MiHIO-
€TbCs HE3HAYHO.

Inikorenos II muny, reHepani3oBaHMil INiKOI€HO3,
xeopoba ITomne (medinut o-1,4-rmoKo3unasn); ycnaj-
KOBYETbCSI 32 ayTOCOMHO-PELlECMBHMM Turom. Ilepmri
CUMIITOMM  3aXBOPIOBaHHA  BUABIAIOTbCA  4Yepes
Iekinpka HIB a60 Heminb (Ko 6 MiCALB) Mmicast Hapo-
IPKeHHA. BifsHa4aTh 1iaHO3, pO3MagM JAMXaHHA
(mpuckopeHe, MOBepxHeBe), HECHOKiil ab0 aguHaMIIo.
ITocTynoBo 36inblIyeTbes A3UK (MaKpoOITIOCis), po3Bu-
BaeTbCsl M’s130Ba TimoroHis. CrocTepiraioTb BifCyT-
HICTb aIeTUTy, 3aTPUMKY POCTy. 3O6iNbIIYIOTbCA
pO3Mipy IediHKY, CelesiHKM, HUPOK, ceplid. Y 3B 3Ky
3 rimeprpodiero Miokappa cepiie HabyBae KyjenopioHo1
dopmu, 3'smsoreest 3minu EKIL YacTo BMHMKAOTH
6ponxity, rinocrarnynHi mHeBMOHil. CIOCTepiraloThCs
mioguctpodis, rinopedrekcis, cmacTM4Hi mapamivi.
VY cupoBarii KpoBi HigBMIeHi BMICT c€40BOI KMCIOTH,
AKTUBHICTD TPaHCAaMiHa3 i a/IbIO/IA3M.

Inixorenos I1I muny, ne4iHKOBO-M sI30BMI1 IJTIKOT€HO3,
xeopoba Kopi (nedinut amino-1,6-110ko3u/asm); ycrnaz-
KOBYETDLCS 32 ayTOCOMHO-perjecuBHIUM Tunom. Criocre-
piralotbcs remaTomeraniisg 3 MepIIMX MICALB >XKUTTA,
M’s130Ba TilIOTOHiA, rimeprpodis OKpeMUX M A30BUX
rpyn. HaxkonmvyBaHmii IMKOreH € aHOMAajbHUM 3a
CTPYKTYpOIO, OCKiNbKM fedeKTHUM € (pepMeHT, AKmMit
rifipornisye IiKO3MAHI 3B’A3KM Y MiCLIAX PO3rajy>keHb.
Y mesAkumx XBOpUX BigMidaioTb rinmeprpodiro Miokappa,
HOPYIIEHHS CepLeBOl IPOBIZHOCTI Ta KPOBOOOIry.
3axBOpIOBAHHA  XapaKTePU3YETbCA  TilOITiKeMiew,
JineMiero, KeTO30M, IiBMINEHHAM PpIiBHA IJIIKOTEHY
B epurpounrtax. Ha Bigminy Bif rmikorenosy I tumy,
JIAKTOALNJIO03 i rinepypukeMia He BifisHayaroTbes. Ilicna
5-piuHOro BiKy i 0cO6MMBO B IIybepTaTHOMY IepioAi
PO3BUTOK 3aXBOPIOBAHHs 3HAYHO CIIOBiTbHIOETHCA.

Imikorenos 1V muny, ne4iHKOBO-UMPOTNYHNI €HJIO-
Te/ia/IbHUIT IJIIKOTeHO3, X60poba Awndepcena (medinut
amino-1,4->1,6-rmokosunrpancdepasn);  ycIajKoBy-
€TbCS 32 AyTOCOMHO-PELIECUBHMM TUIIOM. YMICT IJIiKO-
TeHy B IeviHI|i 30i/IblIIeHNIT He3HAYHO, ajie IIOT0 CTPYK-
Typa 3MiHEHa, i Ile € IepeUIKOO0 /I JIOTO pOo3Namy.
Monekyna TIJIKOTEHYy Ma€ MaJO TOYOK Taly>KeHH,
a TaKoX Hy>Ke JOBIi OOKoBi rinkm. ¥ Toit camuii dac
rirmoryikeMisi BupaxeHa momipHo. XBopoba MIposiBis-
€TbCA 3 NePIINX MICALB XUTTA, YCKIAJHIOETbCA PaHHIM
LMPO30M IEYiHKM i NPaKTUIHO HE IiINAEThCA JIKY-
BaHHIO. XBOpi, AK MPaBUIO, MOMUPAIOTh HA MEPIIOMY
PpoLi XUTTS.

[nixorenos V muny, M’s130BMit IJIiKOTeHO3, X60po6a
Max-Apons (pedinnt M’ 130801 r1ikoreHpocdopumasn);

& CxipHOEBPOIENCHKUH )KYPHAA BHYTPINTHBOI Ta ciMeiHOI MepntinHYy, 2024, Ne 1

67



TTUTAHHSA HEBPOAOTII. CUMITO3TYM

YCIaJKOBYETbCA 3a ayTOCOMHO-PELECMBHUM TUIIOM.
Y 3B’s3Ky 3 ITIKOreHHOI0 iH(imprparien ckemeTHi
M’s13U1 30iMbIIYIOTBCA B 00’€Mi, CTAIOTh [yXe IIiIb-
HUMM. 3aXBOPIOBaHHA XapaKTepPU3YETbCA HAKOIM-
YEeHHAM y M f3aX IVIIKOT€HY HOPMAaIbHOI CTPYKTYpH.
M’sa30Ba cmabicTb, M'A30Bi CymoMM, Taxikapgis Ipu
GbisyHOMY HaBaHTa)KEHHI 3 ABJIAIOTHCA B IepIli lecATh
POKiB JXUTTA i IporpecyioTh. XapakTepHa TPaH3UTOPHA
Miorno6inypis. OckKinbky akTUBHICTD ImikoreHdocdo-
pWIasy B renaTOLMTaX HOPMA/bHA, TO TiIOITMiKEMis He
criocrepiraerbcs (6ynoBa ¢pepMeHTY B IediHmi i M's3ax
KO#yerbcs pisHMMU reHamu). [Ipu ¢isuunnx HaBaHTa-
JKEHHAX He CIIOCTEPIiraeTbCs TillepIpORyKLid JaKTaTy.
Xoua 3aXBOPIOBAaHHS YCIAJKOBYETbCS HE3UENIEHO 3i
cTaTTio, OiJIbllla YacTOTa 3aXBOPIOBAHHS XapaKTepHa
IU1A 4O/IOBIKiB (XBOPIIOTH Y 5 pasiB yacTile).

[nikorenos VI muny, ne4iHKoBuii IJIiIKOreHO3, X60p00a
Xepca (mediumt newinkoBoi rrikorendocdopuasn);
YCIAaJKOBYETbCA 3a ayTOCOMHO- PELeCMBHUM TUIIOM.
[TposBnsA€eTbCA, AK NMPaBUIO, HA NEPUIOMY POL KUTTA.
XapakTepHe 3Ha4YHe 30IbIICHHS HMEYiHKU B pe3y/IbTaTi
r1ikoreHHol iHginprpanii remarouuris. Hakomruy-
BaHUI IVIIKOT€H IEYiHKM MAa€ HOPMAJIbHY CTPYKTYDPY.
Y XBOpUX CIOCTEPIraloTh IMOMIpHY TillOITiKeMilo, KeTo-
HypiIo i anyuos.

Inixorenos VII muny, M’ 130BM1II ITIKOT€HO3, X60p06a
Tomncona (rediunt docdormokomyrasn). Tun ycrmaz-
KyBaHHA He BCTaHoBleHui. Kiiniuri Ta Mopdoimo-
rivyHi 3MiHUM BifNIOBifaloTh M A30BOMY ITIiKOreHO3y V
tyry. Ilicis TpuBanoro M’s130BOro HaBaHTAKEHHA —
M’s30Ba cmabkicth, 6inmb. DepMeHTHa aKTUBHICTD
3HVDKEHA TaKOXX B €PUTPOLMTAX, IO IPUBOAUTD [0 iX

reMoJIisy.
Inikorenos VIII muny, M’s130BUiT I71iIKOI€HO3, X80p00a
Tapyi  (pedinur M'a30Boi  ¢docdodpykrokinasnm).

3a KIiHIYHUMM TPOsIBAMU TOIIOHMIT [0 ITIiIKOreHO3Yy
V Tuny. XapakrepHi M’s130Ba ¢/1abicTb, BTOM/IIOBaHICTDb
Ta BifCyTHiCTH rimepnakrauygemii micis ismaroro
HaBaHTAKEHHA.

[nikorenos IX muny, ne4iHKOBUII ITIIKOT€HO3, X60p06a
Xaea (mediuut mnedinkoBoi kiHasu docdopumasn);
3YCTpPiYa€ThCA TIIbKY Y XJIOMYMKIB, OCKIZIbKM 1j€ 3aXBO-
PIOBAHH:A YCNIAaIKOBYETbCA 3YEIIEHO 3 X-XPOMOCOMOIO.
Y XBOpMX CIIOCTEpiral0Th TeIlaTOMErajilo 6e3 O3HaK
rinormikemii.

[nikorenos X muny, Te4iHKOBUII IJIKOI€HO3,
(medinur nporeiHkiHasum A); TUII yCHafKyBaHHA He
BCTaHOB/IeHNIL. Illikorenos X TNy onmcaHmil y €AMHOTO
xBoporo. Crocrepiranacs rermaromeranis, yepes 6 pokis
Hic/IA IOYaTKy 3aXBOPIOBAHHs 3 AIBWIMCS M '5130Bi Oori
Ta CyOMU M A3iB Iic/IA (i3NYHNX HABAaHTA)XKEHb.

[nikorenos XI muny, ne4iHKOBUII ITIIKOT€HO3, X60p06a
Danxoni-bikens  (medbinur  docdorekcoizomepasn);
TUI YCINAJIKyBaHHsA He BCTaHOBJIEHUI. XapakTepu-
3y€TbCsl 3HAYHMM 301IbIIEHHSAM IMEYiHKM Ta Pi3KOH
3aTPUMKOIO POCTY. AKTMBHICTb TpaHCaMiHa3 Ta piBeHb
JIiAIB y cupoBaTLi KPOBi MOXYTb OYTU MifBMIIEH],
BMicT ocdariB 3HMKeHMIT. XapaKTepHi TeHepasiso-
BaHa TillepaMiHOALUAYpid, raJaKTo3ypisd, IMIOKO3ypis,
¢docdarypia. Crocrepirarorbcsa cumiroMu rinogocda-
TeMiYHOro paxiry. ¥ mybepTaTHOMY Hepiofii MOXK/IMBI

3MEHIIEHHA PO3MipiB NEYiHKM, TIPUCKOPEHHS POCTY,
HopMaJisauis piBHA Gpocdopy B KpoBi.

Inixorenos 0 muny, armikorenos (megiunt rrikoreH-
CMHTa3¥) XapaKTepU3YETbCA Pi3KO BUPAXKEHOIO TiIlo-
I7ikeMi€l0 B mOCcTabCcOpOTUBHOMY Iepiofi, CyZoMaMmi,
O/II0BaHHSM, IIOPYIIEHHSIM PO3YMOBOIO PO3BUTKY.

4. Henepenocumicmv oucaxapuoie:

5. Henepenocumicmo xpoxmanto (mediunt amimnasn
Hi/JITYHKOBOI 3a71031).

6. Mpyxkononicaxapudo3u — TeTepOreHHa TIpyIa
3aXBOPIOBAHbD, BiflHECEHUX IO CMAJKOBMX 3aXBOPIOBaHb
0OMiHy rerepomoicaxapupiis, IIO € CTPYKTYPHUMMU
KOMIIOHEHTaMJ NIPOTEOIMiKaHiB. MyKomosicaxapunosmu
CYIPOBOIDKYIOTbCS  HAUIMIIKOBMM  HaKOIMYEHHAM
Yy TKaHMHAX Ta MigBUILIEHOI0 €KCKPELi€I0 IeBHMX IiKO-
3aMiHOIMIKaHiB i3 cevero. [Ins1 6inbInocTi MyKomosica-
Xapuio3iB XapaKTepHUII ayTOCOMHO-PeLeCUBHMII TUIT
yCIafiKyBaHHsA, KpiM cuHpgpoMy [toHTepa (3uerieHnii i3
X-XpoMocoMOMW, peliecUBHMIT). MyKolonicaxapumosu
€ TSDKKMMM 3aXBOPIOBaHHAMM, SAKi IIPOABIAIOTHCA
IIMOOKUMM TIOPYLIEHHAMMN 3 OOKY CIIOTTYYHOI TKaHMHU
6araTbOX BHYTPIIIHIX OpraHiB, IOMYTHIHHSM POTiBKH,
IaTonorielo Kictok i cyrno6is (xidos, kidockomnios,
CKOJ1i03, YKOPOYeHHsI TPyOYacTux KiCTOK), 3aTPUMKOI0
POCTy Ta PO3BUTKY IUTUHU, PAHHDBOK CMEPTHICTIO.

Cepep; MyKonojIicaxapusiosiB BUAIIAIOTb PAJ, TUIIB,
KOXKeH i3 AKMX 3yMoBIeHMil feinmrom crenudivyHol
Ni30COMHOI Tifponasy, 1o 6epe yIacTb y MOCIiFOBHOMY
PO3IEN/IEHH] ITIiIKO3aMiHOI/IiKaHy:

I mun — cunopom Iypnepa (HemocTatHicTh PepMeHTy
a-L-igyponigasn).

Bupginarory migTinm:
BapiaHT.

II mun — cunopom Xanwmepa (Tionmepa) (HemocTart-
HicTb depMeHTY ifypoHoCcynbgarcynbdarasn).

III mun — cunopom Cangpininno (HeFOCTATHICTD
¢depmenTy remapancynbdarcynbdarasm).

IV mun — cundpom Mopxio (HegoCcTaTHICTb hepMeHTy
N-anertniarekcosaMin- 6-cynbdarcynbdarasn).

V mun - cunopom Ileiie.

VI mun — cunopom Mapommo-Jlami (medingut
bepmenTy apuicynbgarasu B).

VII mun — cunppom Crnas (mediunt depmeHTY
B-rmoxyponifasm).

JliarHOCTMKa OKpeMMX TUIIIB  MYKOIIOJIicaxapu-
[03iB I'PYHTYETbCSA Ha CYKYIHOCTi JJaHMX T'eHeasoriy-
HOTO aHaJIi3y, KIiHIYHMX IPOSBIB, €KCKpeNil 3 cedero
OKCUIPOTiHY (3HJDKEHHs), ITTiKo3aMiHOITiKaHIiB Ta ix
dpaxuin (mepesuinenus B 5-10 pasis). Touna igeHTH-
¢ikanig Tmnis Mykomnosnicaxapuzo3iB MOX/IMBa TiIbKU
3a JIOTNIOMOTOI0 BU3HAYeHH: aKTUBHOCTI J1i30COMHUX
rifponas y miMdonurax i seiikonurax KpoBi, KyIbTypi
¢bibpo6macTiB mKipy, 6ioNTaTiB MEYiHKY, @ TAKOX Y cedi.

7. Iemonimuuni auemii, 3yMoBieHi pedinurom
¢depMeHTIB 0OMiHY ByITIEBOZIIB y epUTPOLIUTAX:

8. Myxosicuuoosu (mepiunt ¢epMeHTiB 06MIHY
rrikonporeiniB). Ile cmagkoBi 3axBOpIOBaHHA, IO
XapaKTepU3yIThCsA YIIKOIKEHHAM 3a/103 BHYTPilllHbOI
CeKpenii, IMaTOJOTIYHMMM 3MiHaMM OpPraHiB [UXaHH:A
il TpaB/leHHs, HAsABHICTIO B’A3KOTO CM3Y y BMBIZHMX
IPOTOKAaX eK30KPMHHMX 327103 (IlepeBaKHO MifITyH-

Illeite, 3mimaumin

I'ypnep,
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KOBOi Ta 6ponxianpHux). Pi6po6IaCTI XBOPUX HA MYKO-
BiCLM/03 MPOAYKYIOTh UM/IiapHUI YMHHUK, AKUIT Hajle-
XUTD O KOMIUIEKCY iMyHOr1o6yniniB G i € IpogyKTOM
IPOTEOMITUYHOTO PO3IIENIEHHS 02-MaKpOITIoOyIiHy.
Y pireil, XBOpMX Ha MYKOBICIIIJ03, CIIOCTEPiraeTbca
BJIICOKAa KOHIeHTpallid IMyHOPEaKTMBHOIO TPUIICUHY
B IUIa3Mi KPOBi, 1I}0 BJIaCTUBICTb BUKOPUCTOBYIOTb IJIA
CKPMHIHTOBOTO TECTY B HOBOHAPOJPKEHNIX.

ITopyuenns o6MiHy nypuHiB i mipumignHis

1. Tinepypuxemia npu cunopomi Jlewa-Haiixana
(medinut B epuTponUTaX rinokcaHTMHTyaHiHpoCchopu-
6osua-TpaHcepasy). YHACIiOK IOPYLIEHHs peaxiii
IIOBTOPHOTO BMKOPUCTaHHA IIYPUHIB i CHUHTe3y
HYK/IEOTH/IiB Biff0yBa€eTbCsi aHOMajbHE HAaKOIMYEHHS
TiIOKCAHTUHY Ta TIyaHiHy, AKi IepeTBOPIOIOTBCA Ha
CEYOBY KIC/IOTY ¥ CIPUYMHIOIOTb PO3BUTOK Timepy-
pukemii. I miteit i3 TakMM reHeTMYHUM JeeKTOM
XapaKTepHi IOflarpM4Hi CMMITOMM, PO3yMOBa BifiCTa-
JICTD, arPeCUBHICTD, YaCTO CIIPSIMOBaHa Ha CaMoro cebe
(cpobu ykomKyBarty CBOI Iy6u, 31K, MaIblii).

2. Kcanmunypis (nepinnt KCaHTMHOKCU/IA3M). 3aXBO-
PIOBAaHHA XapaKTepU3YETbCA MOPYIIEHHAM IIyPUHOBOTO
00MiHY, BUAB/ISETHCS TeMaTypi€lo i 60/IMI B IOIIEPEKY,
HiIBUILEHHAM YMICTy KCAaHTUHY B IIJIa3Mi KPOBi Ta cedi.

3. Opomamauudypis (nedinut oporuanu-5-pocdar-
Iexapbokcwtasu i opotupuH-5-pocdardocdoprtasn).

IMopymienns o6Miny nimigis

1. Cepinzoninioo3u — «1i30coManbHi 3aXBOPIOBAHHA»,
[0 BMK/IMKaHI TeHeTMYHVMHU pAedeKTaMu y CHUHTe3i
rifponituyHux ¢pepMeHTIB Katabosismy ciHromimnizis.

Tmoxouepebposudos, abo xseopoba Iowe (medinur
B-rmroko3npasy). CrocTepiraloTh HaKOIMYEHHS ITIiKO-
NiOifiB y KMTHHAX pPEeTUKYIOEHJOTENiaTbHOI CUCTEMH,
301/IbIIIeHH S IEYiHKY i ceesiHKM, pO3yMOBY BifCTamicTb
y mireii, eposiro Tpy6uacTHX KiCTOK.

Jletixooucmpodii — eanakmouyepe6po3udos, cynvgpa-
yudo3 oo (mediunT ramaxTonepedposuzasu, Cynbda-
Tasiy, P-ranaxrosugasu). XapakTepHa po3yMoBa BificTa-
JCTh, MPAaKTUYHO ITOBHA Bi[ICYTHICTh Mi€MTiHY.

Taneniosudosu, abo xeopoba Tes-Cakca (mediumt
B,N-auermirexcosamininasu). XapakrepHe HaKOIVYEHHS
TaHITII03M/iB B aHOMA/IbHUX KiIIPKOCTSAX Y K/IiTMHAX FOJIOB-
HOTO MO3KY. XBOp006a IIPOSIB/ISIETHCS 3aTPUMKOI0 PO3YMO-
BOTO PO3BUTKY, C/IIMOTOKX, HEBPOIOTIYHMMM PO3/IafilaMH,
MakpoLedasi€ero; CMepTb XBOPUX JiiTell 3BUYAIIHO HACTA€E
y Biui 3-4 pokis. Lleitr cinroninifos HaitbiIbm HOMN-
PpeHmit cepeli eTHIiYHMX €BpeiB — BUXinLiB i3 lleHTpanibHOI
ta CxigHoi €EBpomny, fie 4acToTa 3aXBOPIOBaHH:A, 30KpeMa
B momynALii espeiicbkoro HacenmeHHs CIIIA, pmocarae
1 BunagKy Ha 3600 HOBOHAPOIPKEHMX.

Copineomieninos, abo xsopoba Himana-ITika (mediunt
cinromieninasnu). CynpoBomKyeTbCsl HAKOIMYCHHAM Yy
TOJIOBHOMY MO3KY, CeJle3iHIli Ta medinni xBopux ciHo-
roMiesniny. XBopo6a Ipu3BOJUTD [0 3aTPUMKU IICUXid-
HOTO PO3BMUTKY Ta CMEPTi B PAaHHbOMY AMUTAYOMY Billi.

Llepamiooninozexco3udos, abo xeopoba Pabpi (nedinut
a-ramakrosugasu). CIOCTepiraloTbCsi — YIIKOJPKEHHS

HUPOK (IIpOTeiHypid, ypeMid, apTepianbHa rinepTeHsisa
HYPKOBOTO IIOXOIKEHHSI ), BUCUIIAaHHA Ha MIKipi.

2. ITopywenus 00miny HupHux Kuciom:

Xeopoba HaxonuuenHs Himanosoi xucmomu, abo
x60poba Pepcyma (mediunt a-oxcupasyu ¢iraHOBOI
KUCTIOTH). 3aXBOPIOBAaHHSA BUSBILAETLCA HepudepiitHoo
HEJPOIATI€I0, HIYHOK CHIOTON, INYXOTO, IifBu-
IIeHNM YMiCTOM 0Oi/IKa B CIIHHOMO3KOBIJT pifyHi.

I306anepianosa ayudypis (mediumt merimporeHasn
i3oBanepiaHOBOI KMCIOTH).

ITopymennsa o6miny nopgipunis

1. Epumponoemuuni nopgipii:

IIpupooncena  epumponoemuuna  nopgipis, abo
x6opoba Tlionmepa (mediunt yponopdipuuoren-III-
KOCUHTA3M).

Epumponoemuuna npomonopgipis (nedinur depoxe-
j1aTasm).

Epumponoemuuna xonponopgipis (nedinur xompo-
nopdipuHoreHIeKap 60KCHUIa3M).

2. Ileuinkosi nopipii:

ITipononopgipis, abo eocmpa nepemixua nopgipis
(medimur ypomopdipyuHoren-I-cuHTasy, migBMUINeHA
AKTUBHICTb CUHTeTa3y O- aMiHO/EeBY/TiIHOBOI KICIOTN).

Cnaokosa konponopgipis (mnedinut xomponopdipnu-
HOTeH-OKCHU/Iasi).

IIpupodscena nizHs wikipua nopipis

3miwana npupoodxcena nopipis (nepiunt pepoxena-
Tas3u i1 ypornopdiprHoreHnekapOoKcmIasm).

INopyuienns 6inipy6iHoBOoro o6Miny

1. Koemanuuys Kunvbepa (medexT 3axOIUICHHS
6inipy0iHy 3 KpOBi remarouTaMu, 4aCTKOBUI fedinnt
aktuBHOCTI YI®- rrokypoHinTpancdepasn).

2. Dizionoziuna HOEMAHUYS HOBOHAPOIKEHUX
(BupKonepexipuuit  gedinur  YID-rmokypoHin-
tpancdepasn). [Ipuunnamn ii € mIpuCKOpeHNI reMoti3
€PUTPOLNUTIB Ta HE3Pi/MMil CTaH MEYiHKOBOI CUCTEMU
[OIMIMHAHHA Ta KoH Iorauii 6imipy6iny. o 7-10-ro
OHA OKUTTA [OUTMHU I OKOBTAHULS IIPOXOJUTD.
Y 3B’a3Ky 3 TuM 1o 6inmipyOiH, AKMIT HAKOIMYYETbCA
B KPOBi, 3HaXO[UTbCA Y HEKOH IOTOBAaHOMY (BiIbHOMY)
CTaHi, KOMM JI0r0 KOHIIEHTpallid B KPOBi IepeBUILYE
piBeHb HacH4YeHH: anbOyMiHy (34,2-42,75 MKMOJB/ ),
BiH 3paTHMIt fonatu remaroeHuedanivyauit 6ap’ep. e
MO>XKe IIPUBECTM [0 rinepOinipybiHeMiuHOI TOKCHYHOT
enuedanomnatii. [y TiKyBaHHSA TaKoi XXOBTAHUI eek-
TUBHUM € CTUMY/IIOBAHHs CUCTeMM KOH forauii Oimi-
pybiny ¢enobapbiramom. Ha cporogui Haiifieimum
i ImepeBipeHMM METOJOM [/I 3HVDKEHHSA TOKCUYHOCTI
6inipybiny npu isionoriuniit >xoBrTaHMULI € (HOTO-
repamisa. IIkipy ManioKa OCBIT/IIOITb CIellia/lIbHOIO
ycTaHoBKolo (y cepeguboMy 96 ropuH Ha Kypc). Iig
BIiuBoM Y®-cBiTna OimpybiH mepeTBOpPIOEThCA Ha
HETOKCUYHI IIOXi/IHi, OCHOBHE 3 AKMX Ma€ Ha3By «JIIOMi-
py6iH». Y Hporo iHmIMIT LUIAX BUBENEHHA, 1 depe3
12 ropvH BiH BUXOAUTD i3 OPraHi3My 3 KaJIOM i cedero.

3. 3noaxicna aoepua smoemanuys Kpuenepa-Haiiapa
(Bupaxenuit crivixkmit - pgedinur  YIP-rokyponin-
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TpaHcdepasy). 3aXBOPIOBAHHSA MA€ JiBi FeHETUYHO reTe-
porenHi popmn.

XBopob6a Kpurnepa-Haitsipa muny I — BigcyT-
HICTb KOH'IOTOBAHOTO (pepMeHTy. YCIaJKOBYETbCS 3a
ayTOCOMHO-penecuBHuMM TunoM. Ilpm  pocmimkenni
CUPOBAaTKM KpPOBi BUABIAETbCA BUCOKUI  PiBEHb
3araJbHOro Oinipy6iHy 3a paxyHOK HeMpsMOro (Bimb-
HOTO), AKWII € TOKCMYHMM I oprasismy. Hediunt
YI®-rmokypoHinTpaHchepasyu IMIpUBOFUTD JO TOTO,
110 HOPYIUYETbCSA NEPETBOPEHHA B TEMaTOLMTI TaKUX
cyOcTpariB, SK caminmiaty, KOPTUKOCTEpOinM Ta iH.
XBopoba, K IpPaBUIO, 3aKiHYYETbCS JIETAIBHO BIIPO-
JIOBX JIEKI/IbKOX TVDKHIB a60 Micsiis. [TpuanHoo cMepTi
€ s/lepHa >KOBTAHMUIIA.

XBopob6a Kpurnepa-Haiisipa muny II ycragkoByeTbCst
32 ayTOCOMHO- [JOMIHAaHTHUM TUIIOM i CYHIPOBOIKY-
eTbcs OinmpIn cmabkor >xoBTsHUIE. [le 3axBOprOBaHHs
3yMOBJIEHE YaCTKOBOI0 HEJJOCTATHICTIO KOH I0TOBAHOTO
¢depmenty. XapaKTepusyeTbcsi OimbII JOOPOSKICHUM
nepe6irom mopisHaHO 3 TunoM I. KonnexTpauis 6i1ipy-
6iHy B cupoBaTLi KpOBi He IepeBUILye 42,75 MKMOIb/II,
rinep6inipy6inemMis 3a paxyHOK HempsMoro 6imipyo6iny.
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Hereditary metabolic diseases — a neurologist's view (clinical lecture)

Prof. O.Yu. Sukhonosova, assoc. prof. O.L. Tondiy, assoc. prof. S.M. Korenev
Educational and Scientific Institute of Postgraduate Education of Kharkiv National Medical University
Department of Neurology and Pediatric Neurology

The article summarizes the issues of modern classification, clinical course, manifestations, diagnosis and
symptomatic treatment of hereditary metabolic diseases with damage to the nervous system.
Key words: hereditary diseases, aminoacid metabolism, enzymopathies, enzymopathies.

KonraxtHa inpopmanisa: Cyxonocosa Onbra FOpiiBra —
TOKTOP MeAMYHUX HayK, IIpodecop,
HaByanbHO-HayKOBMIT iHCTUTYT MiC/IARUIIOMHOI OCBITI
XapKiBChKOTO HalliOHA/IBHOTO MEAMYHOTO YHIBEPCUTETY
Kadenpa neBpororii Ta gutss4oi HeBposorii

Email: oy.sukhonosova@knmu.edu.ua

Crarra Hagiluia go pegaxuii 10.05.2024 p.

& CxipHOEBPOIENCHKUH )KYPHAA BHYTPINTHBOI Ta ciMeiHOI MepntinHYy, 2024, Ne 1 71



