UOMIH MTyPHHOBHX Ta NipIMIfIHOBHX
HYKNROTHAIB | HOFO NOPYLIRHHS,

K.(papM.H. EBceeBa JTroaMmuna BonoauMupiBHa



IcTOpins BUBYEHHA HYKNEIHOBUX
KMCMOT Ta PO3BUTKY MOJeKynspHoi Oionorii. CTpyktypa Ta
HOMeHKNnaTtypa MoHoHykneotngie. Xapaktepuctuka [OHK Ta
piaHux BuaiB PHK. OcHOBHI eTanu nepegadi reHeTUYHOI
IHopmauii. [Mepwmn Ta A[PYrMn nNOCTynatun MOJIEKYNAPHOI

OGionorii. CyTHictb pobit YotrcoHa i Kpika. OOMIH
HYKneonpoTeiHiB. OiocMHTe3 Ta KaTtaboniam nypuHOBUX Ta
nipumiguHoOBUX HYKNeoTuAiB. BiocuHTe3

Aes3okcupuboHykneotuaiB. [laTtonoria  nypMHOBOro  OOMiHY
(rinepypikemisi, nogarpa, opataumaypisa, ciHgpom Jlewa-HixaHa).



1 HykneiHoei kucsiomu —yHikarnbHUN Krac opraHivyHnX
CMNOJyK, OCHOBHA OYHKLIA NpeaCTaBHUKIB SKOro rnonsrae
y 3abe3ne4veHHi 3bepiraHHs, perynsuil, peanisauii
reHeTUYHOI iIHpopMaLil, a TakoX Il nepenadi Mix
KNITUHHUMW NOKONIHHAMW,MaTepiaribHa OCHOBA
cnagKoBOCTI

HyK/nelHOBI KAC10TU
(AHK Ta PHK)

MMMMMMMMMMMMM

A3oTucTi ocHoBM
OHK

He3okcupubonykneinosa
Kucnora



1 XiMIYHO HYKNEeIHOBI KUCMOTWN NpeadcTaBNAlTb
coDO0 cKnaaHi baratoMosiekynAapHI nNoniMepu,
LLIO POPMYIOTHCS 3 HYKI1eo3unAaiB (a3oTucTa
OCHOBa | ByrrneBoj), NoOeAHaHMX Mi>XXK cODOH0
doocdhoanedipHUMMU 3B A3KaMW.

[THPMMHOMHOERIE HY KNE03MOE [y [MHOEEIE HYKNEOZWOE
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[ ONOBHI a30TUCTI OCHOBW — KOMIMOHEHTU
HYKNEeTHOBUX KUCIOT: NYPUHOBI — ageHIH
(A) 1 ryaHiH ('), nipumMignHOBI — ypaums
(Y), umtosunH (L), TuminH (T)




1 [1o cknagy oeakmx HyKnelHOBUX KUCNOT
BXOOATb Y BIQHOCHO He3Ha4YHUX KINIbKOCTAX
noaaTtkoBi (MIHOPHI) a30TUCTI OCHOBU Ta
BIAMOBIAHI IM MIHOPHI
HyKneoTnaun. Hambinblua KifibKICTb
MIHOPHUX HYKNeOoTUAIB 3yCTPIYAETLCS B
monekynax TpaHcnopTHux PHK (TPHK) —
00 5 % 3aranbHOro HyKneoTuaHoro
cknaay.



1 1o MIHOPHUX HYKNeoTUaiB HanexaTb MeTUNbOBaHI
NoXiAHI 3BU4anMHUX a30TUCTUX OCHOB, 30KpeMa, 1-
MEeTUNaaeHiH, 2-MeTunageHid, 6-gumeTunageHit, 1-
MEeTUNryaHiH, /-metunryaHid, 1-metmnypauun, 5-
oKcumeTunypauun, 3-meTununTosuH tTowo. JHK
NOOWHU MICTATb 3HAYHY KINbKICTb O-
MEeTUNUNTO3UHY, iIHdopmauinHi PHK — N-
METUNbOBAaHI NMOXIAHI adeHIHY Ta ryaHiHy.

T

FW-UFHT HNT N7 WHT

1-MeTrmameraomn l- MeTemryaran  JJemgpoyparpm 5 Merroorparpm  5-T i possceovee Teot-
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1 HykneoTtnaom He3BMYauHOI CTPYKTYPHU, WO
BXoaAuTb Ao cknaay TPHK,
€ nceBpoypuanH — Hykneotug (puc. 3), B
AKoMy pubo3a npueanHaHa go ypauuny B 5-my
NOSOXEHHi, TOOTO He HITporeHkapboHOBUM, a
KapbOoH-KapOOHOBUM 3B'SI3KOM.




lykneotnan B cknaai Al

K MICTATb

Byrnesop D-2-ae3okcnpmnbosy, a B PHK —
D-pnbo3y . Obuasi NeHTO3M 3HAXOAATLCA Y
P-dpypaHo3HIn popmi:

BynoBa neHTto3 : 1. D —neHTO3a , 2 D-2-Ae3oKkcupubosa



1 ATOMM KapOOHY B NEHTO3aX HYMEPYHOTbCH
Lmdopamu 3i LUTPUXOM, OO BIOPISHUTHY IX BIf
aToMiB KapOOHY B a30TUCTUX OCHOBaX. [pwn
3'eHaHHI pndO3n Yn OEe30KCMpPNOdO3n 3
a30TUCTOK OCHOBOK YTBOPHETHLCHA HYKNEO3unA.

HurTO MM~

HO-CH, OH
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Fubo3a Hyxneoaun




1 3B’A30K MIXK MEHTO3010 | a30TUCTOK OCHOBOIO
nae Big nepLioro atoma KapboHy neHTo3n Ao
NepLUIoro atomMa HiTporeHy nipumignHy abo
OEB'ATOro atoma HiTporeHy nypuHy. 3B 430K
Ha3NBa€ETLCH MMIKO3MAHUM.

CH,OH CH,OH

H , H
OH H OH H

OH HO
H OH H OH H OH

o | =4)-1 MIKOIMAHMI 3B 230K of 1 =26)-I MKOIHIAHHUI IB A30K



1 Hykneotnam — ue doocdopHi edpipu
HyKneo3nais. 3B'A30K YTBOPHETLCA 3a
PaxyHOK B3aemopil dpocdaTty 3 rigpoKcuom
y nonoxeHHi C-5' neHTo3u. lNpu rigponisi
HYKNETHOBUX KUCIMOT MOXYTb YTBOPIOBATUCH
| HyKneo3upg-3'-MmoHodocaTtu

MHO—-F~<0—n

1
0




1 3anexHo Big 0yaoBU NMEHTO3M,
HYKNeoTnan NoaingatoTh Ha
PUOOHYKNEOTUAM |
ne3okcupmboHykneotTuan. HasiBHICTb
3anunLLKIB OCAOPHOI KNCNOTKU B CKnagj
HYKNeoTnaiB Hagae IM KUCNOTHUX
BTATUBOCTEN, TOMY IX BBAXalOTb
KncnoTtamu, K | nofiiMepu — HyKneiHoBI
KUCIOTW.



Ta0mumg 2. HoMeHRIATYPA HYRI€03HTIB Ta HYRIEOTHTIB

OcHoea Hykneosrn Hykneotun (CKopoveHe
MO3HAYEHAS
AneHIE AnEHOIHE AneRiToR: kHCcIoTa, | AM®
TE30KCHATERO3HH Eh VR U
NesokcHAZeHIOBA  KHCoTa, | JAM®
T 30KCHATEHOIHEMORODOC DA T
[VariH [varoIHH [varL108a kucnora, | [M®
TIE30KCHIVAHOHH TVARO3HEMOHODOC AT
TIE30KCHIVAHLTOBA KHCIIOTa, Mo
TIE30KCHTVAHOSHEMORODOCDAT
Vparmt e ¥ pHTHT0R rucora, | YM$
VOHTHEMOHODOC (AT
[T03mH iy e mnosa gHcTora, | [IM$
T130KC HITHTHTHE IHTHIEEMOHOGOC (AT
Je30KCHITHTHINT0RA kHcota, | AMD
T 30KCHIHTHIHEMOEO(0C (T
THMIH THMUTHE THMITHIOBS xaciora, | TM@
THMITHEMOHODOC DaT




[ ONOBHI
0e30KCMPUOOoHYKNneoTnau




['0noBHI pubOHYyKNeoTNAU




@

3 roTOBUX a30TUCTUX OCHOB
Ta HyKneosuaiB —

LWNAX peyrunisauil

a

KniTuHuK, Wo akTuBHO
PO3MHOXYHTbLCS:
pezeHepyroYvi, eMbpioHasibHi,
ennimesnianibHi, NyXJAUHHI,
JlelikoyumapHi

de novo
-3 HM3bKOM0neKyJ1$|pHI/IX

nonepeaHuKiB
80-90% nyny HykneoTuais

fenaTouuTn Ta
0araTto iHWKnX KNiTUH
1" He npoxoauTb —
B epuTtpouuTax,
nonimopdHosAepHUX
rnenvkouuTtax



Ixepena aToMiB NypUHOBOro AApa NP CUHTESI
de novo



Perynsauia cuHTe3y NnypMHOBUX HYKneoTuais

Pn6oso-5'-choccphar




mytamin + CO, + 2 AT® + H,O > HZN-ﬁi-O~P03H2
O

kapb6omoingocgham



YM® + ATO - + AP
yO®d + ATO : + AQD

ATP AOQD + OH

+ rnytamar



Perynsuia cuHTe3y nipMmignHOBUX HYKNeoTUAIB

MmyTtamiH + CO,
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HAO®H, HAO®D

Pnbonykneosnpgaudocdoa \\ / . [e3okcupnboHykneosngamncgoc
T (HOD) -H,O dat (aHAD)

A30TUCTa OCHOBa
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00000000

TiopeaoKkcuHpeaykKrasa
OA0—->DPAOH,

TiopeaokcuH

PnboHykneotua- Pun6oHykneotuna-
peaykrasa peaykrasa

HOD aHOP

PnboHykneotuapeaykrasHMM KOMMNJIEKC aKTUBYETHLCA TiNbKU
Ha nepiop pennikauii JHK (nepea mito3zom) !!!
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CevoBa kucnora



NinokcaHTuH KcaHTuH

KeTto ¢popma EHonbHa dhopma
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CUHmMe3 ! CYKUuHinn-KoA ekckpeuisn
rnaHmMomeHoseoIl 2 cevero
Kucriomu ma KoA,

KapHO3UHY,
aHCepuHy



HanxapakTepHiliMM NOpyLUEHHAM
nypuHoBOro oomMmiHy € noparpa. lNpu
noaarpi B cyrnobax, xpsiwax,
CYXOXWUIKOBMX MiXBaxX i CIN30BUX
CyMKax cyrnob6iB, iHoAi B WKipi, M’A3ax
Ta HUpPKaxX BiAaKknagawTbCcA y BUrnagi
KpucTaniB cosni ce4o0BOI KUCNIOTU —
ypaTtu. HaBkono Kpuctanis
YTBOPKETLCA BOrH1LIE 3ananeHHsa 3
HAaCTYNMHUM PO3POCTaHHAM CMOJSy4YHOI
TKaHUHMW. lNpouec, Wo novyaBcA,
NOBTOPHETLCA, reHepani3yeTbCA.
BigknagaHHA ce4oBOI KUCIIOTU
3YMOBJIHOE YTBOPEHHA TaKUX KAMEHIB Y
HUpKax, Wo NpPuU3BOAUTb A0 IiX
YWKOAKEeHHSA. binblia yacTtuHa
HUPKOBUX KaMEHIB CKInagaeTbCcs 3
BaXXKOPO34YMHHOI Ce40BOI KUCJIOTU Ta il
conen. Tinbkn y 5 % BunagkiB nogarpy
BUSIBNIEHO B XIHOK.




Lle 3axBOoproBaHHA 4YacTO CyNnpPOBOAXYE rinepToHiYHYy XBOpPOOY ”
aTtepocknepos. NMpu nogarpi cnocrepiralotb NOMiTHe NiABULLEHHA
KOHLeHTpauil ce4oBOI KUCNOTU B KPOBi (rinepypukemis). NpoTe KinbKicTb
i€l KUCNOTU B cedi B nepioa Hanaay 3anuuwaeTbca B HopMmi. NMpu nogarpi
npu3Ha4yarTb Ai€Ty 6e3 NypUHIB i3 OOMEXEeHUM YMiICTOM XUpPiB, 3HAYHOKO
KiNbKICTIO BYrneBoAiB i HOpMasribHOLO, arie He HaAMIPHOIO KiflbKICTHO
OinkiB. 3a3aBM4Yan XBOPUM He PEeKOMEHAYITb CMOXMUBAaTU NPOAYKTHU, LLO
MIiCTATb 6araTo HyKreonpoTeigiB i HyKreoTuaiB (neviHka, HUPKN).




AnonypuHon MoXxHa 3acCToCOBYyBaTU AN1s1 OCrlabneHHAa nogarpudHUX CUMNTOMIB
y nauieHTiB i3 cuHapomom Jlewwa—HawnxaHa. Lia naTonorisa € 34enneHoto 3 X-
XpPOMOCOMOKO cnagkoBok hopMOI0 rinepypukemil, O pO3BMBAETLCSH B
AUTAYOMY Bili (Y XNON4uUKiB) i KpiMm cuMnTOMIB, BNacTUBUX noAaarpi,
BUSBNAETLCA TAXXKUMU HEPBOBOMNCUXIYHUMU NOpPYyLUEeHHAMU. BioximiyHoKO
OCHOBOIO hepmMeHTOoNnaTli € reHeTUYHUN aedeKT CUHTe3y
rinokcaHTUHryaHiHocdopubosuntpaHcdepasn — depmeHTy, WO 3ab6e3nevye
NOBTOPHE BUKOPUCTAHHA B MeTaboniYHUX peakuiaxX BiNbHUX FiMOKCaAHTUHY Ta
ryaHiHy.

Lli po3nagu cynpoBoaXyHTbCS
HaAMipHUM YTBOPEHHSAM NYPUHIB,
pO3yMOBOIO BiACTanicTio, arpeCUBHOKO
noseniHKOK, 3aBAaHHAM COOI
YWKOAKEHb, HAPKOBOK HEeAOCTaTHICTIO,
KaMeHAAMM B HUpKax i 3—6-pasoBum
30inblUEeHHAM NPoAYKYBaHHSI Ce4OBOI
Kucnotun. HegocraTtHicTb dpepmMeHTy
BUABNAKOTb B epuUtpouuTax,
neukouuTax, WKipHUX pidbpobnacTax,
TKaHUHaX HUPOK, MO3KY, NMEeYiHKW.




CnapgkoBe nopyweHHA meTtadorniamy nipumianHOBUX
OCHOB Yy NOAVHU BiaoMe SIK opomoea ayudypis, O
XapaKTepu3lyeTbCA HAKONMUYEHHAM OPOTOBOI KUCNOTU Ta i
BUAINEHHAM i3 ceyero. [liTU 3 TaKNUMU NOPYLUEHHAMM
BiACTalOTb Y POCTi Ta CTpaXxAakTb Ha MeranoobnacTtHy
aHeMiro. Y TakoMy BUNaAKy iICTOTHO 3HMXXeHA aKTUBHICTb
AK bochopundbosuntTpaHcdepasu, TaK i oeKapobokcunasu,
HeoOXxiaHNXx onsa yrBopeHHA YM®. BBeaeHHA ypuanHy
abo uMTNANHY BiAHOBMIOE HOPMaribHUN PIcCT, NikBiaye
aHeMilo Ta 3MEeHLIYE BUAINEHHSA OPOTOBOI KUCIIOTMW.




AdRyio 3a ysary!



