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@eninkeronypis(PKY), ayrocoMHO-pellecHBHE 3aXBOPIOBAHHS, € BpPO-
JKEHOIO TIOMUJIKOKO MeTa0oii3My (eHiIallaHiHy, CIPUYMHEHOIO MaTOreHHUMHU
BapiaHTaMH TeHa (EeHUTANaHIHTIIPOKCIIa3H, PO3TAIIOBAHOIO B KOPOTKOMY
wiedi 12- xpomocomu. [edinur depmenty deHinananinrigpokcmnasu ado,
y pinkicHHX Bumajkax, Kogakropa Terpariapobionrepuny(BH4-kodepmenr,
mo Oepe y4acTh y O10XIMIYHHX Tporecax OOMiHy aMiHOKHCIIOT) HPH3BOAWTH
JI0 BHUCOKOI KOHIIEHTpallii (heHimanaHiHy B KPOBi, BHUKIIHKAIOUN AWUC(YHKILFO
Mo3Ky. HemixoBana @KV, mpm3BomuTh 0 BaXKOI Ta HEOOOPOTHOI iHTENEK-
TyansHOI HEAOCTATHOCTI, EIJIETICii, MTOBEIHKOBHUX PO3JIAMdiB i TAKMX KITIHIYHHAX
O3HaK, K HaOyTa Mikporedais, CylIOMH, TICHXOJOTIUHI O3HAKU Ta reHepa-
Ji30BaHa rifoMirMeHTalist WKipy (BKJIFOYAIOUH BOJIOCCS Ta Oui).

Mera pnaHoi poOOTH: MOCIIIUTH TONIMPEHHS, MEXaHI3M BHUHHUKHCHHS,
JIarHOCTHKY Ta MOXJIMBE JIKYBaHHA (eHUIKeToHypil. IIuTaHHS € LiTKoM
aKTyaJIbHUM, 3B)KalOYM HA JIOCUTh MaJM{ PIBEHb JOCIIDKSHHOCTI NIPH TOMY,
1110 3aXBOPIOBAHHS TPAILUIAETHCS 3 HEMAJIOIO YaCTOTOIO.

Iommpenicte @KV 3HAUHO BIAPI3HAETHCS 3aICKHO BiJ €THIYHOI Ipymnn
Ta reorpagiyHoro perioHy, Bpaxkatoun npubmmsHo 1 3 24 000 ocib y Bchomy
cBiti. BianosigHo 1o craructuku B YkpaiHi yactora mposiBy (heHUIKETOHYPii
nopisatoe 'y ceperanpomy 1:6000 HOoBOoHapomkenux [1]. Tomy mst xBopoba
HAJIOKUTH 10 OpQaHHMX — PIOKICHUX BPOMKEHHX a00 HaOyTHX 3aXBOPIOBAHB,
0 XapaKTepPU3yIOThCSA XPOHIYHHM, TOKKHM, AUCTpopidHUM mepedirom
MATOJIOTIYHOTO TPOILIECy 3 TeHACHIIEIO IO TIPOTPECYBAHHSA, 3HIKEHHS SKOCTI Ta
TPHUBAJIOCTI JKUTTS, PAHHBOI IHBATIU3AIliT TUTHHH Ta TPATUBIIOTHCS BKpal PiaKo
(menmre, Hixk 1 Bumamox Ha 2000 Hacenmenms). KOXHOTO poKy HapaxOBYETHCS
oibine 1000 xBopux y Bini 10 18 pokis, micist 18 pokiB 001K BiKE HE BEIEThCS.
Omxe peanbHa KUIBKICTB JIIOZIEW 3 J[larHO30M (DeHUTKETOHYPIi MOXKE CTAHOBUTH
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1o 10 000. ITopiBHIOIOYM CBITOBY Ta YKpaiHCBKY CTaTHCTUKM MOXKHA JAIHTH
BUCHOBKY, 1110 @KV B YkpaiHi 3ycTpidaeThbesl yacTile, HK y OUIBIIOCTI KpaiH
cBity [2].

Knaciuna dopma 3axBoproBaHHs 3 piBHeM (eHLTananiny > 1200 MKMOIB/1
y KpoBi HasmBaeTbes (eHutkeroHypiero (PKVY). Kpim Toro, piBens ¢eHina-
JaHIHy BUIIEC TEPAICBTUYHOTO [ialla30Hy Y BariTHUX MXIHOK IIPU3BOINTH
JI0 HECTPHATIAMBUX HACHIOKIB IS IUIOdA. 3HIDKEHHS piBHA (eHUIamaHiHy
B IUIa3Mi 3amoOirae iHTENeKTyalbHIi HEIOCTaTHOCTI, MiATPUMKA pIiBHA
B TepaneBTUYHOMY niana3oHi 120-360 MKMOJIB/T MOB’si3aHa 31 CHIPHATIMBHM
Pe3yJIBTaTOM IS TAI[IEHTOK, a TAKOXK TXHBOI BariTHOCTI. DEHOTHUIH MAIlIEHTIB
MaroTh Oe3IepepBHUIL CIIEKTp Bij Jierkoi rinepdeHinananinemii 1o serkoi GKVY,
nomipuoi @KV Ta Bakkoi kinacuunoi PKY [3].

BcraHoBeHHSIM TIPHYMHM JTaHOTO Op(aHHOTO 3aXBOPIOBAHHS 3aiiMaincs
HaykoBlIi B YHiBepcureri Maxkriuia(Kanana),skumn Oyno crBopeHo «basy
3HaHb PO JIOKYC (heHUTAAHIHTIIPOKCIIA3M», SIKa YIIOPSIKYBaja 3HAHHS PO
amermi Ta mytanii PAH (Ten, mo koiye ¢eHiUTamaHIHTIIpOKCHIa3y) Ta IxXHi
XapaKTEepUCTUKH. 3apa3 y mii 6a3i maHmx mepepaxoBaHo 564 myrarii PAH,
BUSIBIICHI B YCBOMY CBIiTi, @ TaKko)X BIIOMOCTI TPO BIOMOBIOHY MyTallilo,
BKJTFOYAIOYH 3ATMIIKOBY (pepMeHTHY akTHBHICTh ~200 MyTartiid. 3 564 myTariii
60,5% — ue miccenc-myrarii, 13,5% — nmenerii, 11% — MyTarii caiity crutaii-
cunry (5,7% — moBuasHi MyTaiii), 5% — HOHCeHC-MyTaIlii Ta 1,8% — iHcepuil.
Panime O6yno oueBUIHO, IO OUTBIIICTE MyTaliii PAH Oymnu MiceHC-MyTaliisiMu,
SIKI HE TIEPEIIKO/PKAIM TPAHCKPHUIILIT YK TPAHCIIALLT, 1 110 OLTBIIICTE MAIliEHTIB
€ CKJIJIHIMH TeTepO3UroTaMH, TOOTO BOHM HECYTh pi3HI MyTallil B KOKHOMY
31 cBoix amenmiB. Takum uwmHOM, aedinutr DAI(peHinamaHiHTIIPOKCHIA3a)
HalyacTille € pe3yNlbTaToM CKJIaJHUX B3a€MOJIH MYyTaHTHHUX aJeniB abo
IIBUJIKOTO BHYTPIIIHBOKJIITHHHOTO PYHHYBaHHS CyOOJWHHIb MYTAHTHOTO
(hepMeHTy, IO CTBOPIOE CKJIAJTHI KOPEIAIii TeHOTUT/(DEHOTHIT Ha OCHOBI 3HAHD
npo okpemi MyTarii [4].

Briepme ®KY Oyna onmcana y 1934 pomi IBapom Aco’eprom DermtiHrom,
SIKMH BUKOPWCTOBYBAB XJIOPHJ 3ajli3a IUI BHUSBIICHHS (DEHLITIPOBHHOTPATHOL
KUCJIOTH B C€4i JIBOX HOPBE3bKMX OpaTiB 1 cecTep 3 IHTEJIEKTYaIbHOIO
HemocTaTHICTI0. DeUTiHT 3p00MB BUCHOBOK, 110 IIei BTOPUHHHMI MeTabosIiT OYB
OTpUMaHui 3 aieTmdHOro (eHunanaidy, 1 mi3Hilne el craH Oylno Ha3BaHO
(eninkeronypis. @KV Brepiie moyanu JiiKyBaTd 3a JIOMOMOIOIO JIIETUYHOTO
KoHTpOt0O B 1950-x pokax, a motiM, y 1963 poi, Oyiio 3ampoBapKeHO
MOMYJISLIHHAI CKPUHIHT HOBOHAPOKEHHMX 13 32CTOCYBAHHSIM TECTYBAaHHS CyXOl
IUISIME KPOBI JUIsL OLIHKM KOHIIEHTpauiil (eHiIanaHiny, 10 JO3BOJIMIO PAHHIO
JIIarHOCTHKY Ta IOYaTOK JIIKyBaHHSI.

Iepumm edexTHBHUM TecTOM Ha TinepgeHiIaraniHemito OyB aHami3
OakrepianbHOTO iHTIOYBaHHA, po3podnenmid Podeprom ["atpi. Tect GazyBaBcs
Ha Bacillus subtilis, ssxomy mis pocty notpiben ¢eninananin. Tect [atpi Gy
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JIy’)Ke KOPHCHHM JUISl MaCOBOTO CKPHHIHTY, OCKUIBKH BHCYIIIEHY IUISIMY KpOBI
MOXKHa OTpUMard B JikapHi abo B kaOiHeTi Jsikaps 3a JOIOMOIOIO
CTaHIApTH30BaHOIO (DUIBTPYBaJbHOTO mHamnepy («kaptka ['atpi») i HamicmaTn
TIOIITOIO 10 pedpeperc-madoparopiil y KoHBepTi. TaHmeMHa Mac-CIIEKTPOMETPist
Oyma po3pobieHa SK IIBHAKAA METOA /Ul JOCATHEHHS HaifHOrO Ta
KUTBKICHOTO BH3HAUCHHS KOHIICHTpAIIiHl aMiHOKHCIOT y MaJMX 00’€éMax KpOBi
ugn mia3Mu. Lleft MeTox Jae MeHIIy KilbKICTh XHOHOIO3UTHBHUX PE3yJIbTaTiB
IULIXOM BUMIpPIOBaHHS PiBHIB sSIK (peHITaNaHiHy, TaK i THPO3NHY, i BU3HAYCHHS
CHIBBIAHOIIEHHS MDK HHMH, 1, OTKE, BHMAara€ MeEHIIE pecypciB s
CIIOCTEPEIKEHHS 33 TAKMMH BHIIaAKaMu. KpiM Toro, oiHOUYacHO MO>KHA BUSIBUTH
IHIIN BPOJDKEHI MOPYNICHHS MeTaboii3My. YCi HEMOBJIATA TOBHHHI IPOWTH
ckpuHiHr Ha @KV B nepii JHiI KUTTS, 11100 3a0€3MeUNTH CBOEYACHE JIIETUYHE
BTpy4aHHs Juist 3axucty fitedt 3 @KV Bix HEBPONOTIYHNX YIIKO/DKEHb. SIKII0
CKPHHIHT MIPOBOJIUTBCS B TOJIOTOBHX MajaTax, 3pa30K KpoBi 3a3Buuail OepyTh
MK 2 1 5 masvu. [leski HeMOBIIsITa, OCOOIMBO Ti, XTO HAPOIHBCS TEepPEAIacHO,
MOXYTh TIPOIEMOHCTPYBAaTH HE3PUTCTh (PEPMEHTHHMX CHCTEM, 5Ki OepyTh
y4acTb y MeTabomi3Mi aMiHOKHCIIOT, IO NPH3BOAUTH 10 THMYAacoOBOTO
MiIBUIIEHHS (eHUTANaHIHy KpOBi N0 PIiBHA, OCTATHBOTO ISl OTPUMAHHA
TO3UTUBHOTO pPE3yJbTaTy B CKpuHiHTOBoMy Tecti Ha @DKY. Pesympratn
parHporo ckpuHiary DKV crmim Takox iHTepmperyBaTH 3 OOEpEKHICTIO
Yy XBOpHX HOBOHAPO/DKCHHX a00 HOBOHapOPKEHMX, sKi mnepeOyBaioTh Ha
MapeHTepalIbHOMY XapuyBaHHI UM MEPEUBaHHI KPOBI, 1 CITIJT HAJIICIATH IPYTHiA
CKPUHIHTOBHI TECT, SIKIIO HESCHO, UM JUTHHA CIIOYKHMBAJIA JOCTATHIO KUIBKICT
Oiska, Konu OyB 310paHuii TepIIvii TecT.

[oHax 4oTHPW NECSTINTTS €IMHUM JIOCTYIHHM JIIKYBaHHSIM Oyia jyxe
0oOMeXyBaJIbHa Ji€Ta 3 HU3bKUM BMicTOM (eHinananiny. JlieTndHe JikyBaHHS
BKJIIOYa€ TPU ACTIEKTH: OOMEXEHHS CIOKMBAHHS IPHUPOJHOTO OiNKa, JOTMOB-
HEHHS1 aMiHOKHCIIOTHOIO CYMIIIIIIIIO, 110 HE MICTUTH (heHIIaNaHiH, i CO>KMBaHHS
MPOAYKTiB 3 HHU3BKUM BMICTOM OUIKa. 3aBISKH OOMCIKCHHIO CIOKHBAHHS
TPUPOIHOTO OiNKa 3MEHIIYeThCS HE TUIBKH CIIOKHWBAHHS (eHUIANaHIHY,
are ¥ iHmmMX (He3aMiHHMX) aMiHOKHCIIOT Ta IHIMMX CKJIAIOBHX IIPHPOTHOTO
OllKa, TaKUX SIK BITaMiHM, MIHEpaIM Ta KapHITHH. TakuM 4YMHOM, NPUPOIHUIA
OLIOK 3aMIHIOETHCS OLTKOBMM 3aMIHHHUKOM, SIKHM € CYMIIIIIIIO aMiHOKHCIIOT,
y SKii BiACYTHIH (eHinamaHiH, 30aradeHuii THUPO3WHOM, OO 3aMIHHUTH
THPO3MH, KUK y 30pPOBUX JIHOJEH BHPOOISIEThCS 3 (peHLIaNaHIHy, 1 MICTUTD
iHION  MIKpOENIeMEHTH, sIKi NPHUCYTHI B CTaHAAPTHIM [i€Ti, WO MICTUTH
HarypajbHi OUTOK. Tpers YacTWMHa JIETH — Lie HU3bKOOUIKOBI MPOAYKTH, SKi
CKJIAJJAIOTBCS 3 BYIVICBOJIB 1 JKMPIB, sIKI 3aMiHIOIOTH OCHOBHI HPOIYKTH
XapdyBaHHsI, TaKi K XJIi0 1 MakapoHH.

B 2007 poui Oyna cxBameHa Ko(aKTOpHa Teparis, sKa BHSBHJIACh
edektnBHa y 55% manieHTiB. Bona nokasana Outsiiry e(eKTHBHICTh y TAIEHTIB
i3 JIeTKUMH (pOpMaMH 3aXBOPIOBAHHS Ta MEHITY €()eKTHUBHICT NPH KIACHIHIN

205



OKYVY. Mexani3M Aii Tepamii mojsrae y JOCTaBIeHHI KodakTopy Terpabior-
tepudy (BH4) nnst migsuimenns axtuBHocti @AI. Jlana Tepamisi 3acroco-
BYETbCSl IIEpOpaJIbHI a00 TapeHTepabHO 1 MOXKe HECTH HAcTyIHI HOOiIuHi
peaxiIii: MicIieBi Ta OUTBIN 3araibHi MIKIpHI peakilii, apTpanrii Ta aHadiTaKTHIHI
peaxiiil. L{eii MeTo JlikyBaHHsI IOCi Ha eTarii BIOCKOHAIeHHS [5].

B Vkpaini, 3rigHo 3 Hakazom MiHicTepcTBa OXOpOHH 3710pOB'sl YKpaiHu
25.09.2013 Ne 829, equanM 1 e(eKTHBHAM METOJIOM JiKyBaHHS (PEHITKETOHYPii
€ JKOpPCTKE OOMEKEHHS HAJXOKEHHS (eHUIaJaHiHy 3 MPOAyKTaMH Xapdy-
BaHHSI, 110 MIiCTSTh BEJIMKHI BMICT Ginka- mietoteparris [6].

BuCHOBOK: B XOJli BUBYEHHS JAHOTO 3aXBOPIOBAHHS OYJI0 MPOaHATi30BaHO
MOIIMPEHHS], MEXaHi3M BHHHKHEHHS, JIarHOCTUKY Ta MOXJIMBE JIKYBaHHS
(eninkeronypii. Ctano 3po3ymino, o 1t npodiieMa He 10 KiHIs JOCTiIKeHa
Ta MoTpedye MpPUJIIEHHS BEIMKOI yBar Ul BUHANHIEHHS HOBUX €(DEKTHBHHX
METO/IIB Teparii, 0 MPOWAYTh KJIiHIYHI BHIPOOYBaHHS. 3Ba)KAaro4M Ha CTa-
THCTHKY 3aXBOPIOBAHOCTI B YKpaiHi, BUIITHBAE, IO IICH HANPSMOK JOCITIIKSHb
aKTyaJbHUM Ta HE 3ATUIIAETHCS Oe3 yBard 0araTb0X HAyKOBLIB.
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