38’5130k 3 romonucreinom, C677I°
Ta A1298C moaimopdizmy
MeTHJaTeTpariapodosarpearykra3u

(MTHFR)




HeankoroabHa »KMpoBa XBOpoOa
IICY1HKH

1€ KJITHIKO-HATOJIOTTYHUI CUHAPOMOKOMILIEKC, SIKUA
BKJIIOYAE CTEATO3 MEUIHKHU (HAKOMMYEHHS TPUALAIIIIILIEPOITIB
y nieviHill ouibie 5% ii MacH), CTearorenaruT (3amnajibHa
1H(1IBTpallis MEYIHKU Ha TJ1 )KUPOBOT AUCTPOPIi
renaTtonurip) Ta (G10po3, IK1 MOXKYTh IPOTPECYBATH J10
CTE€aTOreHHOI0 IUPO3y MEUlHKU. TpuBae O11bIIe 6 MiC

1 mepeadayae ricrioiMdponeikonuTapHy iHOUIBTPALIiO
MEYIHKOBUX YaCTOYOK, TIIEPIUIA31I0 MEPUCUHYCOIAab-

HUX 31p4acTUX KIITHUH, KUPOBY JUCTPOQPIIO TEMaTOIUTIB

Ta P16po3 13 30€pEIKEHHAM APXITEKTOHIKHU MEYIHKH .




DOJIOrMHYecKmne namMmeHeHnA nevYeHu

HeankoronsHui
crearorenarur

Prar o

"= Lvppoa (cpu6poa)
T MeYveHu

/
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EMiAEMIOAOTIS
1 B YkpaiHi

3riaHo 3 eniaeMIOIOT Y HUM

JTOCHIJKEHHSAM MOIIUPEHICTh
HAXXII cranoButs 10-40 %

[Ipubnuzno y 20% nariieHTis 13
CTEaTO030M PO3BUBAETHCS
HEAJIKOTOJILHUM CTeaTorenarur,
axkuii B 10% Bunankis
TpaHC(POPMYETHCS B LIUPO3
MEYMHKH.

1Y CBITi

Y 50% L2 tumny

Y 75% oxupiHus

Y 50% npu guchimigemMii

VY 100% npu L/12+0xupiHHs




VY ToM 4ac K aJKOTrOJIbHA
AKHUPOBaA XBOPOOa MEUIHKU

CIIOCTEPITra€ThCs IEPEBAKHO Y
YOJIOBIKIB, CEPE/l XBOPUX Ha

HAXXII nepeBaxaroTh K1HKH
65-83% . Y OUIBIIOCTI 3 HUX
HaJUIMIIIKOBA Maca TujIa, IIo

Ha 10—40% nepeBuiiye
HOPMaJIbHY.

[lepiie micue cepeq NpUYMH
po3Butky HAJKXII ta
nporpecyBanHs 11 qo LI
3aiiMae METa0OIIYHUN CUHIPOM
10% T00TO 600 MITH.TFOAEH.

VY uinomy B YKpaiHi 3a 5 pokiB
3aXBOPIOBAHICTh HA
CTEATOrenaTuT P13HOI €TI0JIOTT]
miaBHUIIacs Ha 76,6%,

nomupenicte HACT 3a nei
nepion - y 2,2 pasu,a I11159,6%.




ETIOAOTIS

1 Po3pi3HatoTh ABA BMAM HAXKXIT:

NEPBMHHMM | BTOPUHHMM, 9KI 3y MOBAEHI
EHAOTEHHUMMU TA EK3IOTEHHUMM
EeTIOAOTIHHMMM YUHHUKOMM.




IlepBuHHNN €HIOIN€HHUHU 110B
SI3aHUH 3 META0OIIYHUM

Merabonuyeckuu
CHUHIPOMOM. CHHAPOM
1 MeTtabomiyHuN CUHIPOM | VBENUYeHe Macchl
(CHHIPOM PE3UCTEHTHOCTI  Xupa B 06nactu
10 IHCYTIHY) - PO, XUBOT U Tanuy
TOB'I3aHUi 3 MOpyIIeHHsM  [10BbILEHNE

- apTepuanbHoro
OOMIHY PEUOBHH. TABICHIS

Hapywenve
nmnuaHoro obmexa

VIHCynuHO-
PE3NCTEHTHOCTb




THE METABOLIC SYNDROME

® @ @

HEART DISEASE  LIPID PROBLEMS HYPERTENSION TYPE 2 DIABETES

| =
DEMENTIA CANCER POLYSYSTIC NON-ALCOHOLIC =
OVARIAN FATTY LIVER

SYNDROME DISEASE




80 -

70 +

60 1

50 4

40 -

30 +

20 1

10 1

%

45

78

0 »XeHLWWHbI

H MyXX4MHbI

27

D Z: A
MeTabonn4eckumn
CMHApPOM

50 50 4o

35

10
-
runep- rmnep- adgoMun-  apTe-  cHIKeHue
FMUKeMUA TpUrnuue- HanbHoe puanbHas ypoBHA
punaeMna oxupeHue runep- nnen
TEH3USA

KOMMOHeHMbI Memabonu4yecKo20 cu:-:dpoma



BTOpuHHWN €HAOT€HHUH YHHHUK

HaJIeKaTh CUHJAPOM MaJibaOCOPOIIli, IKUMl BU-
HUKA€ BHACIIAOK X1pypIridyHOro J1KyBaHHS MPHU OXKH-

PIHHI HaKJaJaHHS OUTIapHO-TTaHKPEAaTUYHOI CTOMHU,
racTPOILIACTUKH,PE3EKIIlT TOHKOT KUIIIKH, CHHIPOM
HaJUIMIIIKOBOIO 0aKTEp1aIbHOTO POCTY .




EkK30reHH1 qoakTopu

1 IlepBuHHI 1 BTopunHI

IIBUJIKE 3MECHIICHHS TPUBAJIE 3aCTOCYBAHHS
MacH Tij1a MpH J1KyBaHHI JTIKapChKUX MpEIapariBb
OKMPIHHS, TIOBHE (aM10/1apOH, 130H1a3K /1)
TPUBAJIC ITAPEHTEPAJIbHE Ta BILUIMB T'€MAaTOTOK-

KUBJICHHSA(HE30AIaHCOBA  cpryumX XIMIUHMX

33 BMICTOM BYITICBOAIB Td  peqoBHH (IIPOMHUCIIOBI
JITITIB). OTPYTH).




I

¥ Hoeoobpa3oBaHuA

® BUpyCHbIE renaTuTl

¥ 3y TOUMMYHHBIE
33bonesaHus

¥ UMppOo3bI NEYEHM

meTabonuyeckue
3aboneEaHuA




AN

S X XN

Takox MPOBIAHY POJIb Y PO3BUTKY HEAJIKOTOJIBHOI JKUPOBOi XBOPOOU MEUIHKY BIJIICpae
nedinut osieBoi KUCIOTHU B remaronurax. Bigomo o aktuBHa ¢popma doieBoi
KHUCJI0Ta-5-MeTUATETpariipodoiar npuitMae y4actb y MeTados113M1 TOMOLIMCTEIHY.
[Ipu nopyuieHHsI BHYTPILIHBOKIITUHHOTO META00J113My TOMOLIMCTEIHY,HACTYTHHM
BUBOJIUTHCA 3 KJIITUH B MO3AKJIITUHHUAN OPOCTIP 1 B KPOB ,J1aJli BUHUKAE
rIeproMOMUCTEIHEMIS.

3011bIIEHHS KUTBKOCTI TOMOIIMCTEIHA B KPOB1 IPU3BOJIUTH 10 3HUKEHHS S-
aJICHO3WJIMETIOHIHA,III0 B CBOIO UEPry BeJe JI0 3MiH B METa00J113M1 1 IM1ACUIICHHS
TIEPUKUCHOIO OKMCHEHHS JIiITI/IiB

BHacni1ok 11bOT0 MiJBUIYETHCS KIJIBKICTh BIIBHUX PaJIUKaIiB

Jlami BUHMKA€E akTUBallisl (pakTOpiB TPAHCKPHUIILII B MEUiHII 1 IIJICUJICHHS O10CHHTEe3a
XOJIECTEPUHA

BuHukae OKUCIIOBAIbBHUMN CTPEC -MOPYIITYETHCS BUIIJICHHS OKCHUJ] a30TY,BUHUKAIOTh
3MIHU B TOMEOCTA31 1 1€ TPU3BOJIUTH JI0 3aNajIbHUX 3MIH B MICUIHIII.

[HI1I0¥0 NPUYUHOKO HEAOCTATHICTIO META0OI13MY TOMOLMCTEIHY € TOPYIIEHHS
byHK11M HepMeHTIB, siKi OepyTh y4acTh B (JOJIATHOMY OOMIHI, IEPETBOPIOIOUU
TOMOIIMCTEIH B MeTIOHIH. OCHOBHUM (pepMeHTOM (HOIaTHOTO IUKITY €
MetwieHTerparigpodonarpenykraza(MTHFR). Lleit hepMeHT KoayeThCS T€HOM
MTHFR,came myTallii i{bOro reHy OpU3BOJATH 0 AePIUUTY PEepMEHTY 1
BUHUKHEHHIO T1IIEProMOLIMCTEIHEMII.

h_ \




[laToreHes

1 .HakonmnueHnns
TPUTTILEPHUIIB 1 POPMYBaHHS
KUPOBOT'O renaro3y.
BuB11bHEHHS 13 )KUPOBOI
TKaHWHU 1 CUHTE3 B
reraTrouuTaxX BUIbHUX KUPHUX
KHMCJIOT

2.OKuCIIOBaIbHAM CTPEC

3.3anajapHO TUCTPYKTUBHI
3MIHH Y BUIJISII1 CTE€ATO3Y.




YUHHUKHU
30BHINIHLOT'O
CepeIoBHUIIIA,

OKUPIHHS

LLyKpOBMM
Alabet

[eHeTnYHI
VHCYyNMHOP3UCTEHTHOCTD « YUHHMKM

OkcunatTnBHUMN
cCTpec

[IpoHUKHHUCTH MEMOpaH
MITOXOHIPI1M

AMonTo3




[TopPTAABHAOS ['enmarornentonsipHas
rTMnepTeH3Ini KapImymHoOMa




YKupoBoe nepepoXkaeHune

CKONAEHWUA
Xupa
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T'omonucrein (Hcey) - amiHokuciora 3 popmysioro
HSCH,CH,CH(NH,)CO,H. € romosnorom aMiHOKUCIIOTH LIUCTETHY,
BIJPI3HSETHCS BIJl OCTAHHBOTO OJIHIEI0 METUIIEHOBOO rpymoro (-CH,-).
['oMoLMCTETH B OpraHi3Mi CHHTE3Y€EThCS 3 METIOHIHY HIJISIXOM
BIJIOKpEMJICHHSI TepMIHAIBHOT C* METUIIBHOIL TPYTIH..

VY nna3mi kpoBi BUIbHUH (BigHOBIEHU) Hey pucyTHINM B HEBEJTUKUX
KutbKoCTSIX 1-2% . ITpubnuzno 20% 3HaX0UTHCS B OKUCICHHOMY
CTaH1, MEPEeBAKHO Y BUIVIS/II 3MIIIAHOTO JUCYAb(IAY IUCTEIHY
rOMOIMCTEIHY 1 romorucTuny. binssko 80% Hcey 3B's3yeThes 3
O1JIKaMH TIJIa3MHU KPOBI1, B OCHOBHOMY 3 aJIbOyMIHOM, YTBOPIOIOUH
AUCYAb(PUAHUN 3B'A30K 3 IUCTEIHOM-34. >

d MeTabos1i3M roMOLIMCTEIHY B11I0YBAETHCS 3a YUACTIO paay (PEepMEHTIB,
OCHOBHI 3 sIKUX: MeTWwieHteTpariapodonarpenykraza (MTI'@P) i
nucratioH-p-cunrerasa (LIBC). =

(
O

Kpim depMeHTiB, BasKIIMBY POJib B META00J113M1 TOMOIIUCTEIHY
BUKOHYIOTh BiTaMinu B6, B12 1 ¢omieBa kucnora.




biocuHTE3 roMouMCTEIHY

» BiOCUHTE3YETHCS 3 METIOHIHY Y  memonnn K -HN_Ei(;
OaraTocTagiiHOMY IIPOIIECI. “}°’*‘“’j| T L

» Cnoyartky MeTiOHIH ankmitoe ATD 3 I:;:mtmmm c:;Hz
YTBOPEHHAM S-aJICHO3UJI METIOHIHY T e °
(SAM). emrommng | ISR @ I

= Jlami 3a JOIOMOTO0 €H3UMY [S-aasnoamaromouncren |
IUTIHO3HII-5-MEeTHII TpaHchepasn "o~ o N
SAM nepenae CBOO hfemiﬁl; rpymy B HN_E;H
Ha nuro3uH y JJHK, yrBoproroun c | L
aJICHO3WJITOMOIIMCTEIH. " S

» EH3UM a/IcHO3UITOMOIIMCTHHA3A @
HaJali KaTajisye Tigpois miei °'KET°EYT”:,:

CIIOJIYKH OO YTBOPEHHS TOMOLIMCTEIHY | uncrens |




MeTa00Ji3M I

CTelH y
»  Buicm comoyucmeina 3a6e3neuyemocsi: IIpy nopyImeHH! BHY TPILHBOKIITHHHOTO
a) IUIIXOM PEMETHIIIOBAHHS 1O METIOHIHY MeTaboJ113My TOMOIUCTEIHY «3ailiBUil» TOMOIUCTETH
= PemeTuaroBaHHS TOMOLMCTETHY 10 METIOHIHY naii B KpoB. Lle npu3BoaUTEL 10 BAHUKHEHHS
3M1MCHIOETHCS IBOMA IUISIXaMU: TiIeproMouCTeTHEMI.

1.loHop MeTHIBHOI Tpynu , HEOOX1AHOT JIs
MEPETBOPEHHS TOMOIIMCTEIHY B METIOHIH, € 5-
metunterparigpodonar (5S-MTI'D), akruHa Gopma
¢omnieBoi kucnotu. Karanizye gany peakiiro pepMeHT
METIOHIH-CUHTETa3a, a KOPEPMEHTOM BUCTYIIA€
Bitamin B12. BinOyBaeTbcs y BCiX TKaHMHAX
2.JloHopa MeTHIIBHOI TpyIH - O€TaiH, 1 PEaKIIiio
KaTtajizye (pepMEeHT OeTaiH-TOMOIIMCTETH-METHJI-
Tpancdepasa. BinOyBaeTbcs nporec B neviHi i
HUPKax
* B mporeci TpanccynbdyBanHsa pepMeHT
[IMCTaTIOHIH--CHHTETa3a KaTali3y€e NePEeTBOPEHHS
TOMOIIMCTETHY 1 CEpUHY B IIUCTATIOHIH, SIKHI MOTIM
MAA€ThCS TIPOII3Y 3 YTBOPEHHSIM LIUCTEIHY 1 O
KkeToOyTipara mij] BIULIUBOM (pepMEHTY
[IMCTaTIOHA3H.
* B saxocti kodepMeHTY B 000X peakIiisx
BUKOPHCTOBYETHCS BiTaMiH B6.
»  Hajgnmumok nucteiny OKMCIIOETHCS 10 TAypUHY 1
HEOpraHIYHUX Ccynb(}ariB a00 BUIAUISIETHCS 3 CEUCIO

=, |

Momionkn AQEHOSHH-HETHOHHH

Morwoni-cumrorasa Cmmwm
{rogacrop ik By W

TOMOLHCTOHN ; AVLOHOSHH-OMOLIMCTONN
cramont-chuTeTasa
(kodsarrop bmann By

Lincramwonmy
|
BHTAMIK
\ (%]
Uncroms Jm




Mertab6omnizm Hcy 3anexuTh Bijy YMHHHUKIB - TTOX1JHUX BiTaMiHIB.
Tomy nedinut Oyap-saxoro 3 BitamiHiB (B12, dosieBoi kuciaotu i
B6) Moxe mpuBeCTH A0 TIeproMOoUCTEiHEMII.

['eHeTHYHI MyTaIlii TAKOXK MOXKYTh BUKJIMKATH
rIeproMoIMcTeiHeMit0, 30KpemMa, 1e(PEKTH €H3UMIB - IIUCTATIOHIH
B-cuHTa3M 1 IIUCTATIOHIH Y-J1a3u a0o
METUWIICHTETpariipodoaaTrpeayKTasi.

[Ipu nocnimpkeHH1 noaiMopdizmy 1o reny
metuienrerpariapodonar penykrazu (MTHER), nos'szanoro 13
3amiHoro 677C — T, BctanoBiieHo, o y 10-16% nomynsiii
CIIOCTEPIra€ThCSI TOMO3UTOTHICTD 3a CIpoIleHUM BapianToM TT
Hocii 11p0ro BapiaHTy XapakTepu3yrThCsl M1JBUILIEHUM BMICTOM
Hcy.

k1110 ) 0co0OM, TEHETUYHO CXUJIbHI A0 MiJBUIIIEHOTO piBHA Hcy,
KypSITh 1 BXKMBaIOTh 0araro KaBu, TO BOHU CTalOTh OCOOJIMBO

Yy TJIMBI JI0 301IbIIIEHHS KOHLIEHTpallii Hey




Honimopgizm ceny MTHEFR C667T i i1020 éniue

Ha 2inepzomoyucmeinemiro
Memunenmempacziopogonampedykmasa (anai. -
MTHFR) - ue pepMeHT, KUl y JTIOJUHU KOIYETHCSI T€HOM
MTHFR.

»  Mertmienterpariapodonar peayKrasa Karaiizye
nepeTrBopeHHs 5,10-metinenTeTpariapodonara ao 5-
Meturterpariapodonara. Leit pepmeHT € cyocTpaTtoMm
JUTSL IGMETUITIOBAaHHS TOMOILIMCTEIHY 1 HOT0 r'
MepeTBOPEHHs B MeTIOHIH. MyTallii I[boro reHa
BUKJIMKAIOTh Ae(DIIIUT METUIIEHTeTpariapodosar MIHRR
peIyKTa3u. QeTai

bioximia memunenmempaziopoghonam peoykmasu : / ETHORHE-CHRTAS Al
v/ HeoOopoTHO nepeTBoproe 5,10- $10:emanen Bl
l MeTwIeHTeTpariapodonar (cyocrpar) B 5- Ierbam;tpod)oxar NG I
’ MeTuiTeTpariapodoar (IpoayKT). \
v 5,10-Metunenrerparigpodonar peaykraza
BUKOPHUCTOBYETHCS MPU MEPETBOPEHHI
nezokcuypunauamonodocdara (AYMD) na
ne3okcutuMinMoHodocdar (ITMD), saxuii
HEOOXI1THUM [ CHHTE3y TUMIJIUHY.

v/ S-metinrerpariapodonaar BUKOPUCTOBYETHCS s
MepEeTBOPEHHS TOMOIIMCTEIHY B METIOHIH 32
JOTIOMOT010 (hepPMEHTY METIOHIH-CHHTA3H.

IWHCTERH, TAVDHH,
TIVIATHOR

Sieu1-
teparnpodonr | B6

|
TOMOLHCTEHH

METHOHHH S
TETarEOPOTAT V l

Qouepas
RIC10T2

OHOCHATES

: VETICTIpoBaKe
HYKTE0THI0B

THK, Gexon




Cmpyxmypa MTHFR (y ccaBiiiB) CKJIQTa€THCA 3 N-KIHIICBOTO KaTAIITHIHOTO JOMeHY 1 C-

KiHI[eBOTO perynsaropHoro nomeny. MTHFR mae He meHmie ABOX mpoMoyTepiB 1 AB1
130opmu (70 xk[la 1 77 x1a).

Pecynayia :akTUBHICTh METHIICHTETPAr1IpodoJiaT peayKTa3u Moxke OyTH MpUTHIYEHA
IUISIXOM 3B'sI3yBaHHA 1IbOTo GepmeHTy 3 aurigpodoinar (D) 1 S-ageHo3us1 MeTioHiHOM
(SAM, a6o AdoMet).

I'enemuxa :

v

S XX

AN

AKTHUBHICTH pepMeHTy KoayeTbest reHom MTHFR, sikuit y mroneit nepedyBatu Ha
1p36.3 xpomocomi. Binomo kiibka BapianTiB nociioBHocti JJHK (renetnunmii
noriMmopdi3M), TOB'SI3aHOT 3 1M reHoM. J/[Ba HalO1IbIT BUBYUCHUX OJHOHYKIJICOTHTHUX
nosimopdizma (OHII) - ne C677T (rs1801133) 1 A1298C (rs1801131).

OpnHak, BAHUKHEHHS Ae(ILUTY METWICHTETPpariapodoaTr pelyKra3u BUKIUKAIOTh
Juuie myTaiii, o BuHukaoTh Ha C677T OHII (Ala222Val).

Hyxneoruaom B 677 no3uii B reni MTHFR moxe O0ytu: C (uuro3un) ado T (TuMiH)
Sxmo B 677 no3uiii C (IKui BUKIMKAE TpUEAHAHHS 222 aMiHOKUCIIOTH aJlaHiHy), TO
YTBOPEHA aJlie]ib € HOPMAJIbHOIO.

677T annens (IPU3BOAXTH 0 3aMIIICHHS ajlaHIHy BaJiHOM B 222 TO3HUIIIT JaHIIIOTa),
10 MPU3BOJIUTH JI0 HOTO 3HUKEHOT aKTUBHOCTI 1 JIO TOTO X (DepMEHT CTa€e
TePMOIA01TEHUM.

JIronu 3 aBoma komisimu 677C (677CC) matoTs "HopManbHuil" a00 "MUKUI" reHOTHI.
Sxio x y aoaunau € 1Bl korii 677TT (To0TO JtoArHA € TOMO3UTOTHOIO), TO, Y HUX
BUHUKAE, TOMIPHUM 1ePIIUT METUIICHTETPpariapodosaTr peyKras3u.

VY moneit 3 677CT - nronuHa (€ TETEPO3UTOTHUX ), HE BUHUKAE HISIKUX TTOPYIICHb,
MOB'SI3aHUX 3 IUM T'€HOM.




JIronu 3 677TT cXuiibHI MOMIPHUM MPOSIBAM TOMOIIICTIHEMI1 (BUCOKUI PiBEHB
TOMOIIMCTEIHY B KPOBI), OCKIJIbKHM Y HUX PIBEHb aKTUBHOCTI METHJICHTETpariapodoar
peAyKTasu, a OTKe 1 BAPOOHUITBO S-MeTuITeTpariapodomnar (SKuili BAKOPUCTOBYETHCS
JUTS1 3MEHILICHHSI PIBHSI TOMOIMCTETHY) 3HAYHO HUXKYE.

BixuBaHHS B HEIOCTATHIN KIJTLKOCTI (POJTIE€BOT KMUCIOTH MOXKE BUKIIMKATH JIETKY (hopmy
TOMOI[ICTIHEMII.

Husbkuii piBeHb crioxkuBaHHs Qoii€BOi KUCIOTH y Jitofieh 3 677TT reHoTuomM moxe
NOPYUIYBaTH CTaH 370pOB'sl IHAUBITYMIB B OUTbIIINA Mipi, Hixk 3 TeHoTunamMu 677 CT 1
CC

A1298C SNP (Glu429Ala) nykneoruais Ha 1 298 no3uuii B reni MTHFR moxke OyTu:
A (agenin) a6o C (LIUTO3UH).

1298A (BuHMKae Tpu YTBOPEHHI 429 aMiHOKHUCIIOTH TIIyTaMiHy, 3a y4acTiO aICHIHY) €
O1Ib1I OIUpPeHUM B ToM vac sik 1298C (1110 mpu3BOAUTH A0 3aMIILEHHS [NIyTaHiHa
aJlaH1HOM Ha Miclll 429 aMiHOKUCIIOTH) 3yCTPIYAETHCS PIIIIE.

Opnak, C MyTariii, SK BBaXXa€ThCsI, HE BIUTMBAIOTH HA JiSJIbHICTh
MeTUJIEHTeTpariapodoaar peayKrasu, 1 BIMOBIIHO, HE BIJIUBAE HA PIBEHb
TOMOIIMCTEIHY B OpPraHi3Mi.

[Toennani myTarnii B 677 1 +1298 npoxoasiTe B pi3HUX MICISIX OJHOTO 1 TOTO X T'€Ha -
MTHEFR.

3riJIHO 3 pe3yJibTaTaMH OKPEMUX JIOCIIKEHb OLTOK MeTUJIeHTeTpariapodonar
penykrasu y mroaeit 3 reHoturiom 677CT 1 1298 AC meHIIT akTUBHUM HIXK y XBOPHX 3
HopMasibHuM MTHFR renom.

h_ \







