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BUIAJTOK MOEJTHAHHS I''TYTAPOBOI AIIMJEMII 2 TUITY
I TINEPTOMOILIUCTEIHEMII

Pe3tome. V cmammi nasedeni 0en1006i Oaui 3a CyuacHUMU YAGNEHHAMU NPO Op2aniuni ayudemii i,
30Kpema, npo enymaposy ayudemito 2 muny. Mamepian npointocmposano KiiHIYHUM SUNAOKOM 3 ONUCOM
iHOUBIOYaIbHO20 NIOX00Y 00 JIKYEAHHS 8 3ANENCHOCMI 8I0 MEMADONIUHUX NHOPYULEHD.

KarouoBi cioBa: enymaposa ayudemis 2 muny, opeaniyni ayuoypii.

BCTYII

Cepell TEHETUYHO JIETEPMiIHOBAHUX 3aXBOPIO-
BaHb JIIOJIUHY, OJTHE 3 HAWOLIbII 3HAYYIIUX MICIh
3aiiMaloTh CHAJKOBI TMOpYyIIEHHS OOMiHy abo
MeTaboIIiuHI XBOPOOH — MOHOTEHHI 3aXBOPIOBAHHSI,
OpU SKUX MYyTalil TeHiB MPHU3BOAATH A0 MAaTOXi-
MIYHHX MOPYIIEHb i, sIK HACTIJIOK, 10 MaHidecTarii
PO3rOpHYTOI KIIIHIYHOI Ta 010XiMIYHOT KapTHHH [2].

OcTraHHIM YacoM TPEeIMETOM HayKOBOTO JIOC-
JTDKEHHS 1 TPaKTUYHOTO TONIYKY CTald 3aXBO-
pIOBaHHS, BUKIIMKaHI MOPYIICHHAM OOMiHY aMiHO-
KHCJIOT — OpraHiuHi aruaemii, siki B OUIBIIOCTI
BHIIAJIKIB TOB’sI3aHI 3 JC(IilUTOM MITOXOHJpPI-
alnpHOTO MeTabomizMmy. lHTepec 10 opraHiYHUX
alMAEMIIM IMOSCHIOETHCS THM, IO OLIBIIICTE
KartacTpod TepUHATAIFHOTO TIEpiogy 1 panToBOi
CMEpTi TOB’s3aHi caMe 3 IUMMH METa0OIIuHUMH
XBOpOOaMu, YHCIIO SKHUX IMOCTIHHO 3pocTae. Tomy,
aHaIi3 aMiHOKHUCIJIOT i OPTaHIYHUX KUCIIOT TOBUHEH
MPOBOJUTHCS Y KOXHOI JIUTHHH, y SIKOI € O3HAKU
IHTOKCHKaIii, ypakeHHS  TOJOBHOTO  MO3KY
HESICHOTO TeHe3y; y AiTel 3 Hecrneuu(pivyHOow Po3y-
MOBOK BIJICTAJIICTIO; SKINO B KIIHIYHIA KapTHHI
3aXBOPIOBAHHS 3YCTPIYAE€THCS CYJOMHUN CHHIIPOM,
3aTpUMKa TEMIIIB ICHXOMOTOPHOTO PO3BHTKY,
CWIbHA ONIOBOTa, BiAMOBa Bix iXki, TimoTpodis,
pecripaTopHUi 1 HEHPO-TUCTPEC CHHIPOMH, Tera-
TOCIJICHOMETAJIis, ayTUYHa, arpeCUBHA TIOBEJIHKA,
TIOpYIIeHHS M’ s130BOTO TOHYCY [1, 3, 4, 8].

I'nytapoBa aumpemiss Ttun Il (MHOXHHHa
HefocTaTHicTh anui-KoA jerigporeHas >KupHUX
KHCJIOT) — 3aXBOPIOBAaHHS 3 TPYIU OPraHiYHUX
armuaeminn (OMIM: 231680) 3 ayToCOMHO-pEIIECUB-
HUM THIIOM YCHAaJKyBaHHS, 10 BUHUKAE B PE3YyIIb-
TaTi MyTaIlii B TpbOX Pi3HUX I'eHax, 10 KOIYIOTh O-
a00 P-CyOOIMHMIIO  EIEKTPOHO-TPAHCIIOPTHOTO
¢nasomnporeina (ET®) abo B reni ET®: yGixino-
HokcipenaykTasn (ETF-QO). I'ean kaproBaHi Ha
xpomocomax 15q23, 19q13, i 4932, BianosigHo [7].
[laToreHeTnyHi MeXaHI3MH BUHUKHEHHS HEKETO-

TI9HOI TIMOTJIiKeMii, TimepaMoHeMii 1 TirmorJikemii,
3arajibHi Ui Ae(EKTiB MITOXOHJPiaJbHOTO OKHC-
JICHHS XUPHUX KHUCJIOT, BKIOYAIOTh IMOPYIICHHS
npoaykmii anetmn-KoA, 3HmwkeHHS cuHTE3Y N-
areTiTIoTaMaTa 1 TMOPYHMIEHHS aJIOCTEPUIHOL
aKkTHBalii mipyBaTKapOOKcinasu. 3axBOPIOBaHHS
XapaKTepPU3y€EThCS 3arallbHOK M’SI30BOIO0  Clad-
KICTIO, TelaToOMETali€lo, MeTa0OIYHUN aIug03,
rimorikemMiero [6, 7].

MeTo10 onucy JAaHOIO KIIIHIYHOT'O BHIIAIKY €
MOKa3aTH  BAXKJIMBICTP  PAaHHBOTO  BUSBICHHS
OpTaHIYHUX alUAeMil IJIT MaKCUMaIbHOI KOPEKIIii
MeTaOOJIIYHMX TOPYIICHb, MOMEPEIKCHHS 3arpo-
KYIOUMX OJKHUTTIO HACHIAKIB TUISIXOM ITaTOTeHe-
TUYHOT'O 200 CUMIITOMAaTUYHOTO JIIKYBaHHS.

Marepiaau Ta wmeroamn. KiiHiko-reHeano-
TIYHUH METOM, CHHIPOMOJIOTIYHHMM aHami3, iabo-
paTopHi Ta IHCTpYMEHTANbHI JOCIiIKCHHSI.

PesyabTatn Ta oOropopennsi. Hasomumo
OMHKC KIIHIYHOTO BHUMAJAKY TMOEIHAHHS TIyTapoBOI
aruaeMii 2 TUMy 3 TineproMouucTeiHeMiro i nedi-
IIATOM HEHPOBITAMIHIB.

JutuHa A., 3 poKH MOCTyNHIIA 31 CKapramul Ha
3aTPUMKY TICHXOMOTOPHOTO i MOBHOTO PO3BHUTKY:
TOBOPHUTh OKPEMHUMH CKJIaJaMH, HE CHIUTh, HE
CTOiTh, HE XOIUTh, MPAKTUYHO HE TPUMAE TOJIOBY;
Hamajal CyJAOM y BHIJISAI ITOCMHUKYBAaHHS TOBIK 1
TICPiOAMYHE BiIBE/ICHHS OYHUX SIOTYK.

3 aHamHe3y BiZOMO, IO [iBYMHKA XBOpa 3
HApO/DKEHHS — dYepe3 7 TOAWUH TICHsA TIOJIOTIB
BiJ[3HAYCHAa  BTpaTa  CBIJIOMOCTI, JHXOMaHKa
39,6 °C, zamumika, TaxXikapmis, €KCTCH30pHHUH Ti-
MIEPTOHYC, CyJIOMHA TOTOBHiCTh. Byna mepeBencHa
B BPIT 3 miarHo3om koma I, Oyma iHTyOyBaHa.
Hapmani nepedysana B OITH 3 miarnozom: Cynowm-
HUH CHHApOM (TeHepai3oBaHi TOHIKO-KIOHIYHI),
CTaH KIIHIYHOI pemicii, koma | B aHamMHe3i, CHH-
POM 3aTPUMKH CTaTO-KiHETUYHUX (QYHKIIH, pyXo-
BUX, BEreTO-BiCIIEpAIIbHUX MOPYIIEHb, CIACTHYHUI
TeTpanape3 BHACIIIOK IMEPEHECEHOr0 HIIIEMIYHO-

Kuiniuna reneruka i nepunaranbha giarnoctuka Nel (4) (2018) 111



PIOKICHI CMALOKOBI XBOPOBW. KIJlIHIYHI CIMTOCTEPEXEHHS

MetabomiuHoro ypaxenss LIHC, panniit BigHOBHUI
nepion. [Tomicepo3ur (2-X CTOpoHHIH TigpoTOpaKc,
rizponepuroney™m). IlocTrimokcuyHe ypakeHHS
KHUIICYHUKA. AHEMIs 3MIIIaHOTO TeHe3y | cTymeHs.
lNnepammonewmis. [IpoBoannack ruieBpagbHa MyHK-
Ilisl, MPOTUCY/IOMHA, IE31HTOKCUKAIliliHa, aHTHOAK-
TepiaybHa Teparmis. Y XapdyBaHHI OTpHUMYyBaJa:
cymim Xymana HN, min MCT. Bary naOupana
[IOTaHO, BiJl3HAYanacs BUPAKEHa 3aTPUMKa IICUXO-
MOTOPHOTO po3BUTKY. CriocTepiranacsi y HeBpoma-
TOJIOTa, KypcaMu OTpUMYyBaja HooTpory, [liakap0 3
AcnapkaMoOM, aHTUKOHBYJIbCAHTH.

Y 3 wmicsami autuHa OyB HampaBieHUH Ha
oOctexxeHHs1 B MeTabomiuamii neHTp OXMAT/UT
M.Kuega. [IpoBeneHo aHasi3 alfuIKapHITHHY:

C12-0,35 (pe3-1-0,469 MM / M) -aninkapHiTiH

C12: 1-0,24 (pe3-1-0,469 MM / M) —nonekc-
MaiIKapHITIH

C4-0,1 (pe3-1-1,58 MM / M) —iz00yTipin-
KapHITiH

C5-0,6 (pe3-1-1,16 MM / M)-Basnepin-2-MeTwII-
Oy TUTKapHITIH

C6-0,24 (pe3-1-0,691 MM / M) -rekcanain-
KapHITiH

C8-0,3 (pe3-1-0,461 MM / M) -OKTaHKapHITiH.

OpraHivHi KUCJIOTH Cedi: 301JIbIIICHa KOHIICHT-
paris 2-KeTOTIyTapoBOi KHCIOTH, 3-THAPOKCH-
OyTtupara, 3-TiIpOKCIMpOmioHOBOI KUCIOTH, 4-Tia-
pokcideHinanerara i TiTFOPOBOi KUCIOTH, HE3HAYHE
30ULIBLICHHS] KOHIEHTpAalii TIyTapoBi KHCIOTH,
JaKTaTy 1 €TIIMaJIOHOBOI KHCIIOTH.

Jlutuni OyB BCTaHOBJICHWIA J[IarHO3 — CIaJIKOBE
MOpYIIEHHS OOMIHY PEYOBHH, OpraHidHa amumypis,
nrytapoBas anuAypis Il Tum, cymoMHWI CHHAPOM,
rpy0ba 3aTpuMKa CTaTO-MOTOPHOTO 1 MepempedeBOro
po3ButKy, anemist -1l 3mimanoro renesy. B 1 pik 3
Micsmi autuHi npoBeaeHo MPT ronoBHOro MO3KY:
KapTHHA MYJIBTUKUCTO3HOT Tpancdopmarii
TOJIOBHOTO MO3KY, O3HaKu BapianTy J[leHmi-Yokepa.
Ha EEI" Bu3HadaeTncs: (GOKyC €MMaKTHBHOCTI B JIiBiH
CEpEeMHBO-33IHBO-CKPOHEBIH 00J1acTi KOpH, BTOPUHHE
3amydeHHss B mporec 12 1 Fr obmacrelr 3miBa,
(yHKUIOHATIPHA HECTIMKICTh CEPEeAMHHHUX CTPYKTYD
MO3Ky Ha (pyHKIIOHAIBHI TPOOH.

B 1 pik 7 micsmiB AWTHHA MPOXOAWIA KYpC
IHTEHCHUBHOI Helpodizionoriunoi peadimiTarii B
M. Tpyckasens 3 miarHo3om: JILII, cmactuana
TeTparuierisi, pyXoBi mopymieHHs V piBHA 3a
knacudikamiero GMFCS, cynomHmii CcUHIpOM.
JlixyBaHHs: HelipodizionoriyHa Kopekuis xpeoTa 3a
Metoaukoro KossiBkiHa, pedrekcoTeparis, KOMII-
JIEKC Macaxky, MOOUTi3yroda TiMHACTHKA, armmiTepa-
ITist, BIOPOEKCTEH30p, CBITIIOTEpAITis.

B 3 poku npoBeneHO IUTOTEHETUYHE NOCIHif-
XKeHHs — kapiotun 46, XX.

VY XxapuyBaHHI IUTHHA OTpHUMyBajla: ixa
nponyiieHa yepe3 onenaep, mosoko 0,5% -150 ma
/ mo0y, cyxe 3HEeXHUPEHE MOJIOKO, Kammi XymaHa
MCT, mpomyktd mius mitedt xBopux Ha DKV

(HM3bK001TKOBI). [IpOTATOM OCTaHHBOTO POKY MaTH
HE JOTpUMYyBanacs HIETH, pEKOMEHIOBAHOI TUTHHI
reHeTukaMu. JliBUMHKa OTpHUMYyBaja HalpizHOMa-
HITHIII TPOAYKTH, B TOMY YHCII 1 M 5ICO.

Amnamnes xutTst: npodana Big 111 BaritHOCTI (2
TOTIepeIHI BariTHOCTI — MeJl. abopT), 110 MpOoTiKaia
3 HACTYITHAMH OCOOJWBOCTSAMH: B TIEPIIiH IOJIO-
BUHI BariTHOCTI 3arpo3a mepepuBaHHs i [PBI,
HaOPSKIICTh HWKHIX KIHLIBOK, HiIBUIICHUHA apTe-
plaIbHUH THUCK y JpYyTidl TOJOBWHI BariTHOCTI. Y
3B’S3Ky 3 3aXBOPIOBAHHSAM IMpUAMana JiKYBaHHSI
HexcametaszoH (rinepnporectepoHemis). Ilomoru B
ctpok 40 TwkHIB, (izionoriyni. Y miBUMHKH OyI0
OJTHOPA30BE Tyr'e OOBUTTS IYIIOBUHU HaBKOJIO IIMi.
OKpY)KHICTh TOJIOBH 35CM, OKPYXHICTh TPyIHOT
kiituan  34cM, Bara 2960r, pict 49 cm. He
BaKI[MHOBaHA.

3  mepeHeceHMX  3axBopioBaHb:  ['PBI,
01eapOKOHBIOHKTHBIT MPABOT0 OKa, FepIl.aHriHa.

VY ¢denorumi: Bara 14 kr, 3picT 92 cM, OmigicTh
MIKipH, OMMHUYHUN TOYKOBHH HEBYC, T'YCTi, TEMHE
BOJIOCCS,, M’S30BHIl TimepToHycC, Mikpouedaris,
BaJbrycHa Aedopmallis CTOIL.

KitiHiko-reHeanorivanii  aHaMHE3:  POJIOBIN
O0TsDKEHA TI0 CepIICBO-CYIMHHUM 3aXBOPIOBAHHSIM,
OHKOMATOJIOT1].

Hesponoriuauii crartyc: TinepToHyC, BHCOKI
pediekc 3 po3impeHoro 30H010. Mikpouedaris. Ha
OIS Ja€ XBOPOOJIMBI TOHIYHI CYIOMH 3 BUTSTY-
BaHHSM 1 MepexpecToM HIKHIX KiHIIBOK. llorisi
He (IKCY€, HE CHINUTh, HE CTOITh, HE XOIUTh.

[IpoBeneno oOCcTeKEHHS:

- bioximiuHuiéi aHami3  KpPOBI-TiABHICHUIA
piBeHb nykHOI (ocharazu- 741,5 On / 1 (HOpMma
0-720 On / n), Tpurninepigis- 1,58mmons / 1 (Hopma
0,4-1,24mmons / 1), kpeatinkinaszu- 233, 24En / n
(mopma 0-228En / m), ramarmyraminTpancdepasu-
48,32En / n (nopma 0-18Ex / ).

- 'omonmcrein kpoBi-17,5 MkModb / 1 (HOpMa
<5a0) - T

- HeiipoBitaminu:

Tiamin (Bitamin B1) -41,25nmol / 1 (Hopma 40-80)

Pubodnarin (Biramin B2) -87,66nmol / 1
(ropma 100-150) — |

HixormraoBa kuciota (Bitamin B3) -4,01nmol
/1 (Hopma 4,70-8,34) — |

®doieBa kucaora (Bitamin B9) -51,74nmol / 1
(mopma 52,55-119,59) — |

Ilianoko6amamin (BiTamia B12) -0,161nmol / 1
(mopma 0,2-0,4) |

[Mipunokcun (Bitamin B6) -14,5Inmol / 1
(Hopma 14,6-72,8) |

- T'a3oBa xpomarorpadis ceui, AOCHIIKCHHS
OpraHivYHUX KUCIOT. BUsBIEHO 3MiHM MeTabOMITIB:
mukiry Kpebea, negocrataocti B1, B3, Zn, Mg.

- V31 BHyTpimHiX opraniB: IlomipHa remna-
tomeraiis. Jledopmarris >koBIHOTO Mixypa. O3HAKH
JUKBIIL. I'imeprineBmarto3 kumeyanka. Hupku: Me-
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CJIYUAH COUYETAHMS TJTYTAPOBOM AIIMJIEMMU 2 TUTIA
U TUINEPTOMOIMCTEMHEMUHN

Pe3tome. B cmamve npusedervl 0030pHble OaHHBIE NO COBPEMEHHBIM NPEeOCMAsieHUsIM 00 Opeanu-
YecKUX ayuoemusx u, 8 YaCMHOCMU, 0 2Iymapogol ayudemuu 2 muna. Mamepuan npouniiocmpuposan
KAUHUYECKUM CIyYaem ¢ ORUCAHUeM UHOUBUOYAIbHO20 N00X00d K JeYeHuro 6 3a8UCUMOCIU Om
Memabonuyeckux HapyuleHul.

Knioueswie ciioBa: cnymaposas ayuoemus 2 muna, opeaHuyeckue ayudypuul.

O.B. Khmil, E.P. Zdibskaia, O.Ya. Grechanina, Yu.B. Hrechanina

THE CASE OF A COMBINATION OF GLUTARIC ACIDEMIA TYPE 2 AND
HYPERHOMOCYSTEINEMIA

Summary. The article presents the survey data on modern concepts of organic acidemia, including
glutaric acidemia of type 2. Material is illustrated with a description of a clinical case of an individual
approach to treatment, depending on the metabolic disorders.

Key words: glutaric acidemia type 2; organic aciduria.
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