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AlleraTHa KOH’IOTaIlisl — OCHOBHHH HUIIX OioTpaHcdopMmaliii 6aratbox Jikap-
CBbKMX pPEUYOBMH. AICTWIIOBAHHSA PIZHOMAHITHUX CYOCTpariB 3AiiicHIoeThest N-
aneruntpanchepazamu (NAT), 110 0Kani30BaH1 y HUTO30J11 T€MATOLUTIB 1 BUKOPUC-
TOBYIOTh B SIKOCT1 Jikepena aneTwibHuX 3anuiikiB AcKoA. Ha manwuii yac ineHTu-
¢ixkoBano a1 130¢popmu NAT: NATI1 1 NAT2. 3a yyactio NAT1 3aiiicHioeThCs arle-
TUJIIOBAHHS JIMIIIE HEBEIMKOI KUTHKOCTI apwiaMiHiB, B Toi yac sk NAT2 € ocHOBHUM
(dbepMeHTOM aleTWIIOBaHHS. Y 3B’S3KY 3 IIUM, FOJIOBHUN MPaKTUYHHUM 1HTEepec AJis
(dapMaroreHeTUKM CTAaHOBUTH BHUBUYEHHS moniMopdizmy came reny NAT2 (TBep-
JOKEHHS MPOo BiJIcyTHICTH TosiMopdizmy reny NAT1 B Hall yac Bke CIPOCTOBAHO).
Cy6ctparamu NAT2 € Bci JlIKapCchKl PEUOBUHU, IO MICTATh aMIHO- YH T1APA3UHOBY
rpymny, abo Ti, B IKMX HITpOTpyMa B PEaKIilisix BiAHOBICHHS TPAaHCHOPMYETHCS B aMmi-
HOrpyny. B siKoCTi nmpukiaay nepmux MoKHa BKa3aTH Tijipaja3uH, CyibhaHinaMiam,
npokaiHaMif, 130H1a3uj, MapaaMiHOCAIILIWIOBY Ta IMapaaMiHOOEH30HHY KHCIIOTH;
MpUKIaay APYTUX — HITpa3enam, KJIoHa3enam.

I'er NAT?2 nokamnizoBano B xpoMocomi 8, mokyci 8p23.1-p21.3. Ha manmii gac
inmentudikoBano nmonan 20 anenpHUX BapiaHTiB reHa NAT2, 3 Hux 5 - 6 € mommpe-
HUMHU, PELITa — BIIHOCATHCSA A0 PIAKICHUX ajelbHUX BaplaHTiB. JlochiKeHHs MmoKa-
sai, mo nojiMopdizMm NATZ2 o’ s3aHuil 3 KOMOIHAIIEIO JACKITBKOX TOYKOBHX MY-
Taiii B Mexkax koayrodoro periony NAT2. Beranosneno, o aneni NAT2*4 (BBa-
xaeTbes OuKkuUM) 1 pigkicHuid NAT2*12 Bu3HAuarOTh IIBUJIKE AllCTWIIOBaHHS, a
NAT2*5A, NAT2*5B, NAT2*5C, NAT2*6A, NAT2*6B 1 Outeln pigkicHi amneni
NAT2*7B, NAT2*14B acowiiioBaHi 3 IIOBUILHUM aIlETIIIOBAHHSIM. Y TOH K€ 4ac,
IIBUJIKICTh QllETUIIIOBAHHS y «IOBIJIBHUX)» allETHIIATOPIB TaKOXK 3HAYHO BiAPI3HIETH-
Csl, YIOBUIBHIOIOUHCH Y COTHI pa3iB B OJIHUX BUMAJKAX, 1 Y TUCSIYl — B 1HIIMX. Tak,
1 HocliB anenpHUX BapiaHTiB NAT2*6A, NAT2*7B 1 NAT2*13 xapakTepHa MCH-
11a areTHIIoYa aKTUBHICTh, HIK JuIs HOCIiB anenss NAT2*5. MonekymspHi MexaHi-
3Mu  (OPMYBaHHSI «IOBUILHOTO» (DEHOTUITY alETWIIOBAHHS 1€ JO0 KIHIA HE
3’scoBaHl. Ilpumyckarots, mo 3 aienreM NAT2*5 moB’s3aHO 3MEHIIEHHS KIJIbKOCTI
dbepMeHTy B LMTO30J1 TENaTOLMTIB 4Yepe3 IMOPYUIEHHS Mpolecy TpaHCcsuii, a
NAT2*6A anenp 00yMOBITIOE CHHTE3 HECTIHKOTO (DEpMEHTY.
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«[ToBinpHI» aneni NAT2 npusBoasaTh 10 3MeHIIEHHS! ()ePMEHTATUBHOI aKTHB-
HOCTI JIUIIE Y TOMO3UTOTHUX HOCITB, TOOTO € PEIIECUBHUMU.

Posnonin wacror aneneit rena NAT2 B okpemMux MOnyJsilisix CYTTEBO BiApi3-
HseTbes. Tak, anenpuuit Bapiant NAT2*4 3ycTpidaerses mpubnusao y 22% mpen-
cTaBHUKIB eBponeoignoi pacu, NAT2*5a — y 5%, NAT2*5b — y 33%; NAT2*5¢c — y
6%; NAT2*6 — y 30%; NAT2*7 — y 3%; NAT2*12 — y 0,2%. Y MOHTOI011iB 9acTo-
ta NAT2*4 nepesuniye 50%, ane BIAPIZHAETHCS y MPEACTABHUKIB PI3HUX E€THIYHUX
rpyn. Taki «moBuibHI» aneni sk NAT2*14A 1 NAT2*14B 3ycTpiuatoTbCsi BUKIIOYHO
y MPEJCTAaBHUKIB HETPOiTHOT pacCH.

3HayHa KUIBKICTh JIOCTIIHUKIB BUSIBJISE 1HTEPEC O BUBUYEHHS NpoOIeMu 3a-
CTOCYBaHHSI JIIKAPCHKHUX 3aCO01B IPH PI3HOMAHITHUX 3aXBOPIOBAHHIX 3 ypaxyBaHHSIM
reHotuny NAT2.

3arajioM roMO3UroTH1 HOCIi «moBUTEHUX» anenert NAT2 Oiabin cXuiibH1 10 Po-
3BUTKY TOKCUYHHUX €(EKTiB, 110 0OYMOBJICHI MPUHOMOM JIIKAPCHKUX PEYOBHH, SKi
3HEIIKOJKYIOThCSl IUISIXOM anetuntoBanHs. [Ipu nmpoBenenHi gapmakoTeparii y Ta-
KHUX TIAIliEHTIB HEOOX1JHO BpPaxoBYBaTH, IO JIKApChbKI PEUOBUHH, SKi MeTaOO0Ii3y-
IOTHCS IIJISIXOM alleTHIIIOBAHHS, HAKOMUYYIOThCSA B OPTraHi3Mi B HAUIMIIKOBHX KUIb-
KOCTSIX, 10 00YMOBIIIOE HEOOX1IHICTh 3MEHILIEHHS 03U Ta BUMAarae ocoOJMBOIo KO-
HTPOJIIO 32 MOXKJIMBUMHU Hebaxkanumu edexktamu. Tak, Ha T PETyIIPHOTO MPUHOMY
MPOTUTYOEPKYJIBbO3HOTO MpEenapary 130HIa3Uy Y <«IOBUIBHUX» allETHISTOPIB BiH
HAKOIMMYY€ETHCSI B TOKCHYHUX KOHIICHTPAIlISX, TOMY /103y 130HIa3UAy Y TAKUX XBOPHUX
HEO0OX1THO 3HM)KYBaTH. KpiM TOro, «IOBUIBHI» allETHIISITOPU OUTBII CXUJIBHI J0 PO3-
BUTKY F€MOJIITUYHOI aHEMI1i TP 3aCTOCYBAaHHI CylIb(paHLIaMI/IIB.

Heo06xiaHo maKpecauTH, 0 BUPA3HICTh TOKCUYHUX €(DEKTIB IEIKUX PEUYOBHH,
SK1 caMl He 3aJIy4aloThCs JI0 MPOIECIB alleTaTHOI KOH IoTallii, TaKoX MOXe 3MIHIOBa-
THCS 3QJIKHO BiJ (PEHOTHITY alleTUIIIOBAHHS TMPU CYMICHOMY NMPU3HAYCHHI 13 JIKap-
CBKMUMH 3aco0aMH, IO aleTUIIOIThCA. Tak, (eHITOIH MeTaboi3y€e MIISTXOM OKHC-
HEHHS Ta MOJajbIIoi TiaoKypoHnizamii. [lpu HagxomkenHi y kpoB ¢eHiToiH Ha 90%
3B’SI3y€ThCs 3 OUTKaMM Tuta3Mu 1 Jumie 6au3bko 10% Big HOro 3arajibHOi KIJIBKOCTI
3HAXOJUTHCS y BUIbHOMY cTaHl. [Ipu ogHOYacHOMY NMpU3HAYEHHI CyJb(aHilIaMiliB,
AK1 TaKOX 3B S3YIOTHCS 3 OUTKOM, Y «ITOBUTbHUX» AllETUIISTOPIB B1IOYBAETHCS OUIBII
IHTEHCHBHE KOHKYPEHTHE BUTICHEHHS (PEHITOIHY 31 CKJIaay OLTKOBHX KOMILIEKCIB.
BuBinpbHEeHHS HaBITh HE3HAYHOIT YaCTUHU 3B’s13aHOTO (PEHITOTHY MPU3BOIUTH 0 Kpa-
THOT'O 301JIBIIEHHS BUIBHOI (hpakilii, MO BUKIUKAE MPOMOPIIHE 3POCTaHHS PUBUKY
HeOaXxaHUX e(EeKTIB.

Takum unHOM, TIIMOOKE Ta PI3HOOIYHE BUBUCHHS 3B’ sI3Ky (PapMaKoJIOT14HOI Bi-
JITOBI/II HA 3aCTOCYBAHHSI PI3HOMAHITHUX JIIKapChKuX 3aco0iB 3 renotunioMm NAT2 €
BOKJITMBOIO TIEPEIYMOBOIO ONITUMI3aIii (hapMaKoTeparii.





