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Nediunt cepeaHbonaHuUtorosoi aunn-KoA aerigporeHasu
KnpHux kncnot (MCADD) - BpoarkeHe nopyLleHHsA
MeXaHI3MY MITOXOHAPIA/IbHOMO OKUCHEHHA XUPHUX KUC/OT.

AYyTOCOMHO-peLLecMBHe ycrnaaKyBaHHS.

Oteu-
HOCUTENb

MaTb-
HOCUTENBLHULA




Eninemionoris

* [IporHo3oBaHa 4YactoTa BUHMKHeHHA MCADD vy
EBPOMNENCbKOro HaceneHHs Bapitoe B mexkax Bia 1/4900 po
1/27000 HOBOHapPOAKEHUX Ta AOCATAE HAUBULLIMX 3HAYEHb
y npeactaBHUKIB MiBHIYMHOEBPONEUCHLKOT PIBHUHMN.

* YacTtoTa BUHMKHEHHA 3aXBOPOBAHHA Y BCbOMY CBITI
cTaHoBUTb 1/14600 HOBOHaPOAMKEHUX.




Etionorisa

MyTauia CTPYKTYPHOTIO reHa A1a MITOXOHApPIa/IbHOI
cepegHboONaHLULIOrosol aunn-Koa-gerigporeHasu
(MCAD) npu3BoauTb A0 ii HeAOCTaTHOCTI B
TKAaHMHAX MeYiHKK, cepusa, CKENEeTHUX M'A3iB,
dibpobnacrax Ta nimpouunuTax. |




[eH ACADM MIiCTUTb IHCTPYKLi ANA CTBOPEHHA PEPMEHTY,
AKMMN HA3UBAETbCA CepeaHbOIaHLIOroBoto aumnn-KoA-

nerigporeHasoto (MCAD).

depMmeHT PYHKLLIOHYE B MiTOXOHAPIAX, LEHTPaX BUPOOHULTBA
eHepril B KNITUHaX. = MHTOXOHAPHH

Otkpbin B 1890 rogy Puxapy AnbTvan

Dyrkyuu:

+ Cunres monexyn AT®, snepreriueckuii HeHp KIeTKH;

» Cunres co0CTBEHHbIX Ge/TKOB , HYKJIEHHOBBIX KHCJIOT, YIJIEBOI0B
H JIHIHI0B;

+ OGpasoBanie co0CTBEHHbIX pHOoCOM




MCAD HeobXiaHUW ANA OKUCNEHHA XUPHUX KNCNOT,
Lo € 6baraToeTanHMM NPOLECOM, AKUN PO3LLENIOE
(meTaboni3ye) *Knpu Ta NepeTBOPIOE iX HA eHeprito.

MUPHI KNCNOTU € OCHOBHUM AXKepenom eHepril Ana
cepua i M'a3iB, @ TAKOXK € BaXK/IMBUM AKepenom
eHepril ANA NeYiHKU Ta IHWKWUX TKaHWUH.




deHTUnN reHy

[eH ACADM KapToBaHuu Ha 1p31.

Koaye mitoxoHapianbHuUn 6inok MCAD,
AKMN Ma€e po3mip ~ 47 klla
Ta CKNanaeTbca 3421 amMiHOKUCOTH.
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* |aeHTUdikoBaHo binbwe 54 mytauin reHa ACADM, aKi cNPpUYMNHAIOTD

MCADD. Yo R a2y
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 Hamnbinbw nowmnpeHa 3amiHa aMiHOKUC/IOT 3aMiHIOE Ni3NH
MYTaMiHOBOI KMUCNIOTK B NONOXKEHHI 329 B NaHLIO3i aMIHOKMCNOT
depmeHTy (Lys329Glu abo K329E). 4

* MyTauia Ta iHWi aMiIHOKUCNOTHI 3aMiHU 3MIHIOIOTb CTPYKTYpPY
bepMEHTY, 3HUKYIO4YM abO CKAaCcOBYHOUYN MOFO aKTUBHICTb. |HLWI myTauii
BMAanatoTb abo aybntototb YactmHy reHa ACADM, wo npm3soauTb A0
HecTabiNbHOCTI GepMEHTY, AKMN HE MOXKEe NpPaLLloBaTH.



* HepgoctaTtHictb MCAD npunssoanTb A0 nopyLueHHsA
MITOXOHAPIa/IbHOTO B-OKUCHEHHSA KUPHUX KNCNOT

* Le noripwye NpoAayKLIK eHepril.

* HeperynboBaHWN NINOAI3NUC CYNPOBOAXKYETLCA
HaKOMNUYEHHAM Y MITOXOHAPIAX auna-Roa-noxigHnx
cepeaHbO/IaHLLIOrOBUX }KUPHUX KUCAOT Ta IX
TpaHCNOPTYBaHHA Yepe3 naasmy y UHC.




* HepoctaTHicTb MCAD cynpoBoaXyeTbCA
HaKOMMYEHHAM Y MITOXOHAPIAX aunn-Koa-edipis
CepeHbONAHLIIOTOBUX XUPHUX KNCAOT — g
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* Lle cynpoBOAXKYETbLCA NPOAYKLLIEID

cepeaHboNaHLIOroBuUx AnkapboHosux kncnot (C6-
C12) noxigHMX w-, w1l-oKMCNEeHHA.




 KoH'torauia aumn-Koa-edipis cepeaHbONAHLIIOTOBUX KUPHUX
KMUCNOT 3 MiUMHOM, KapHITUHOM Ta/abo rIOKYPOHiaoM
NpPM3BOANTb A0 HAKOMUYEHHA reKCaHOINMNILUHY,
deHinNpPonioHIATNILNHY, OKTaHOINTAILMHY, OKTaHOINIKAPHITUHY,
OKTaHOINTNHOKYPOHIAY.

* HarpomapgikeHHA auna-Koa-noxigHuMX, WO NPUTHIYYIOTb
MITOXOHApPiaNIbHE B-OKNCHEHHA, CTUMY/THOE BKJHOYEHHA XKUPHUX
KUCNOT Yy TpUraiuepnau, Wwo npms3BoanTb 40 KUPOBOI
IHQINbTPALLIT TKAHUHWN NEYiHKWN.




KniHiyHun dpeHoTUnN

* Bik NO4YaTKy 3aXBOPIOBAHHA BIA 2-X AHIB A0 6,5
POKIB.

* HaunvacrTiwe- Big 6 mic 40 2-X POKIB.




Yactota cMMmnTomiB

Hanaau 6nt0BaHHA,

BigmoBa Big, iXki, m'A30Ba rinoToHiA,
TaxinHoe A0 3YNUHKU ANXAHHA,
3YNUHKK cepua ,

JleTaprii,

EHuedanonartisg,

[enaTomeranis,

Cyaomm,

PanTtoBa cmepTb.

%

e




KaTtamHes Y 4 (*W““;:::::i‘:::;
(BiK Big 6Mmic. A0 9 pokis) | e
OAMH Hanag cuHapomy Peke.

BUCOKNIN PU3NK 3aTPUMKU NCUXOMOTOPHOIO
PO3BUTKY PI3HOIO CTYNEHA TAMXKOCTI Ta XPOHIYHUX

COMATMYHMX 3aXBOPIOBAHb. TP L s
cyaomun (14%) s 228

3aTPMMKa po3BUTKY (10%)
uepebpanbHi napanivi (9%)
nopyweHHa mosu (22%)

3HUMKEHHA KoHueHTpaLii yBarm (11%)




BioximiyHni dpeHoTUN

(no3a kKpunsamwm)

KynbTypa WKipHUX

Ceyva ¢dibpobnacris,
nimooumnTtn

[11a3ma KpoBsi

eOKTaHOINI- * MNpoodinb ® aKTUBHICTb

) OPraHiYHUX KUCNOT -
KapHiTUH Np cepeaHbo

' , NaHUOroBsol
KOH HOratt riuynHy

(beHinnponioHin- aU.M.n-Koa-
IAILWH, aerigporeHasu

reKCaHoINMNILMH, ® (3 H3-mupictatom
cybepinrniumH) i abo
OKTaHOI/IKapHITUH deHinnponioHin-
T cnabo Koan aK

cybcTpar).




BioximiuHni peHoTUN

[1n1a3ma KpoBi

e pH{ abo Hopma
® amoHito ioHn P abo N
e uucaeueHosa kucaora

e rnoko3a (po <0,1 MM

® NNKapbOHOBI chn,ofm (a,u,MmHosa

cy6epMHos
AopeKaHaie
j eHi Mle KW
(orgz 0B ,u,eKaHoe
® Ka anMM\]/ eBaXKHo),

) OKTaHOInKapHITMH/[\

o 3- cﬂﬁympa‘l"l'*au;e‘roau,eTaT\l,
° AI'IT’]\

e ACT (He 3aBxan)

(B nepioa, KpusiB)

e AunKapboHOoBi KMcNoTK (aanniHoBa,

cybep , cebauuHosa) T (npnbansHO
B 100 , C6>C8>C10)

® KUPHI Tc_n TV (OKTeHOBa, AekaHoeBa) P
e 5-rigpokcureHoBa kucnota

® 7- ri,u,po&cmo TeHoBa Kucnota ™

o p,erl,u,po ybepiH (C8:1) ™

I'IIOHInFnILI,MH, FreKCaHoINrNIUnH i
ILMH, OKTaHOINKapHITUH (>0,5
0KCM6YTM paT i aueToaueTaT-




JliKkyBaHHSA

[ig 4ac Kpusis

® NapeHTepasibHe BBeAeHHA roKo3n 8 mr/Kr/xs (ana
YCYHEHHS TiNOornikemii Ta NpUrHiYeHHsa ainonisicy)

e H6eH30aTy HaTpito Ao 500 mr/kr/aeHb (AnA ycyHeHHA
rinepamoHemii)

——




[To3aKpn3oBe NiKyBaHHA

[NieTta, 6baraTta Byrnesogamu (75%) i 6iaHa xmnpamm(7%)

YacTi perynAapHi (6-8 pasis) rogyBaHHA ULinog060B0 3
N0aBaHHAM CMPOro 3epHOBOro Kpoxmanto 1 r/Kr

KapHiTnH 50-100 mKr/Kr/aoeHb A’R‘
PnbodnasiH 15 mr/Kr/aeHb N




[MpodinakTmnKa

[TlpeHaTasbHA AlarHOCTUKA

BumiptoBaHHA akTueHoOCTI MICAD B KynbTypl
aMHioumnTIB, BionTaTi Ta Ky/NbTYpPi XOPiOHY, METOA0M
OHK-aHanizy.




[MpodinakTunKa

HeoHaTasibHa AlarHOCTUKA

* BM3Ha4YyeHHA aKTuBHOCTI depmeHTy MCAD B KynbTypi
dibpobnacrTis

* TecTy HaBaHTa)KeHHA L-kapHiTuHom (100 mr/Kr) 3 noganbimm
BM3HAUYEHHAM EKCKPETOBAHOIro OKTaHOWA , ab0 WISXOM OLiHKM

NaTo/IONiYHUX MeTaboniTiB y B6ioNoriYHUX pianHax.

* aHani3 mytauii reHa AHK metogamu.




HeoHaTanbHUN CKPUHIHT

ANroOpuUTM BUKOHAHHA

1. M’AaTKa HOBOHapoAXeHOro Ae3iHPiKYETbCA, NMPOBOANTHLCA
MPOKON CKapUPiKaToOpOMm;

2. Kpanni KpoBi HAHOCATbLCA Ha MiAroTOB/IEHY TECT-KAPTKY TaK,

Wob BUAINEHI KPYXKeYKn Oy MOBHICTIO NPOCOYEHi KPOB’10;

3Pa3KU BUCYLWIYIOTbCA NPOTArom 2-3 roauH;

4. TecT-KapTKa YNaKOBYETbCA B NiAroTOBNEHUN KOHBEPT i
BIANPABNAETLCA HA AOCNIAXKEHHA A0 cneLliani3oBaHol

na6opa I Opi'l..
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