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OCHOBHI NOJ1I0XXEeHHA

* [Npy CNaaKoOBOMY FreMOXPOMATO3i NOPYLLUEHHSA perynaLii BCMOKTYBaHHSA
3a/1i3a NpM3BOAMTb A0 Oro HaKOMMYEHHA B OpPraHi3mi.

* KnacmyHmm reMoxpomaTos cij 3anigo3pmT Hacamnepea y Yos0BiKiB
CcepefiHboro BiKY 3 MiZIBULLEHOK BTOMJIHOBAHICTIO, 3HMXEHHAM Nibigo,
BMNAAiHHAM BO10CCA HA TiNi, LyKpoBMM AiabeToM, renaTtomMeranieto,
cyrno6oBMMM CMMNTOMaMMU, NirMeHTaLi€ro WKipn abo He3po3yMinnm
NiABULEHHAM KOHLEHTpPaLIi aMiHoTpaHcdepas y nsia3mi Kposi.

» JliarHocTrka 6a3yeTbCA Ha BU3HAYEHHi NOKa3HWUKIB 0OMiHy 3asii3a B
cMpoBaTLi abo nsa3Mmi i BUSBIEHHI reHHOT MyTalii, LLLO CNPUAE PO3BUTKY
3aXBOPHOBAHHS.

* Ha cboroaHi ana nigTBepaXkeHHs aiarHosy i audepeHuinHol
NiarHOCTMKM PifIko BUHMKAE noTpeba y bioncii neviHku.

* [OBTOPHi KPOBOMYCKAHHA € eEKTUBHMM, HeJOPOrnM i 6e3neyHnm
MeTO0M NliKyBaHHS.

* [1pn cBOEYACHO BCTAaHOBJ/IEHOMY AiarHosiTa no4aTky ﬂiKyBaHHFl MOXHad
nonepeanT po3BnUTOK Ni3HiX yCKJ1aAHEHb 3aXBOPHOBAHHA.

* BTOPWMHHWMIW reMOXPOMATO3 3a3BMYAN CMOCTEPIrAETLCA NP XPOHIYHNX
aHeMifix, NOB'A3aHNX 3i 3HNMXKEHHAM epuUTponoesy i HeobxiaHicTio
NOBTOPHOIO NepesIMBaHHA epUTPOLIMTAPHOI MacCH.
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TepMiHonOriA

* [eMOXpOMATO3 03HAYAE HAAMIPHE i WKiA/MBE HAKONMYEHHSA 3a1i3a B
OpraHi3mi.

* B #aHWIM Yac cnakoBui reMOXpPOMaTo3 NoAiNATb Ha 5 Tvnis (Tabanus
[r26n.|T1]).

* Tunun 1, 2, 3 i 4B xapakTepm3yoTbCA HAAMIPHUM BCMOKTYBAHHAM 3ai3a
BiAHOCHO MOro 3arasibHOro BMICTY B OpraHi3mi. Lle npussognTb oo
HaKoOMMYeHHA BESINKOI KiJIbKOCTi 3a/1i3a B TKAHMHAX 3 NOAa/1IbLUNM
p03BUTKOM $ibpO3HMX 3MiH, NepLu 3a BCe B NeYiHLi, NiaLWYyHKOBIN
3a/103i i cepui.

* Mpun4Ai5 Tnni NnopywyeTbCA BMBIJIbHEHHSA 3a/1i3a 3 KNITUH, WO
NPU3BOANTb [10 MO0 HAaKOMMYeHHs, 0cobnBo B Makpodarax. KniHiyHa
KapTMHA i IIKYBAHHA € IHLUMMM, HIXXK MPU KNIACUYHOMY FreMOXPOMATO3I.

* BTOPMHHWMI reMOXpOMATO3 3a3BNYAN CNOCTEPIrAETLCA Y NALIEHTIB 3
XPOHIYHO aHeMieto (Hanpukiaa, cnaepobnacTHoo aHeMiero abo
TaNlaCceMI€D) Ta NiC/I NOBTOPHMX reMOTpaHCPy3in 3 NpUYNH,
HenoB'A3aHuX i3 3as1i304ePiLNTHOIO aHEMIELD.

o MPUYMHN BTOPUHHOIO FrEMOXPOMATO3Y
= HakonuyeHHA 3ani3a, obymoBsieHe
= aHeMi€lo (Hanpuknag, TanaceMis
[iessaro82| Tanacemia] , cnaepob1acTHa aHeMiA)

= reMoTpaHcdysiamm
= OiETMYHUMN daKTopamMm

* XPOHIYHMMM 3aXBOPHOBAHHAMM MEYiHKN
(Hanpuknag, renatut C, aNKOro/IbHUN LMPO3
neYviHkn, HeankoroabHUM cteatorenatnt [HACT])

= [i3HbOM WKipHOIO Nopodipieto (306paxkeHHA
[39%*e#H7| porphyria cutanea tarda ...] )

[eHeTUKa reMOXpOMATO3y

e Knacuaoikauis cnagkoBoro reMoxXxpomartosy Ha 5 Tmnis HaBegeHa B
Tabnuui [6n.[T1]. FeMOXpPOMATO3 yCNaAKOBYETHCA 3@ QyTOCOMHO-
peLecMBHUM TUMOM, 3@ BUHATKOM 4 Tuny (beponopTrmHoBa XBopob6a),
LLIO BiAPi3HAETHCA QYyTOCOMHO-AO0MIHAHTHUM TUMOM YCNAAKYBaHHSA.

* BinblicTb BUNaaKiB reMOXpoOMaTo3y BUHMKAOTb BHACIA0OK TPbOX
reHeTUYHnX myTauin (C282Y, H63D Ta S65C) 6inka HFE.
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e leTepo3nroTu, To6TO HOCIT AedeKTHOro reHa, 3a3BMYan € 3J0pOBUMM.

* 2-5TMNM reMoXpomaTo3y 3yCTPiYaoTbCA 3HAYHO piawe 1 Tuny, ane
NOLUMPEHICTb 3aXBOPIOBAHHSA LLe He A0 KiHUA BUBYEHa.

Knacnoikauia cnagkosoro remoxpomarosy | [axepeno|R1]

Tvn MyToBaHMi1 6inok KniHiyHa KapTHHa
1 KnacmyHmm remoxpomaTtos HFE Twnosa
2A | FOBeHinbHUI remoxpomaTto3s | lemotoBeniH MosBa cmmnTomiB y BiLi 4o 30 pokis
2B | FOBeHinbHUI remoxpomato3 | lencmaunH MosBa cumnTomiB y BiLi 4o 30 pokis
3 | lemoxpomaTos PeuenTtop TpaHcdepuHy 2 | Tunosa
4B | lemoxpomMaTo3 ®eponopTuH Twnosa
4A | lemoxpomMaTo3 ®deponopTuH [eno3nTtu 3aniza B Mmakpodarax
5 | AuepynonnasmiHemis Liepynonnia3smiH AHeMisl, HeBPOIOTiYHi CMMNTOMM

O3HakKu Ta CMMNTOMMU

CMMNTOMM Ta O3HAKUM KJTACUYHOTO remMmoxpomaTtosy: AnB. Ta6f|V|L|,|'O
[TaGn.lTZ] .

lenaTtomeranis
o O3HAKWN XPOHIYHOro 3aXBOPIOBAHHA NEYiHKM, TaKi K XXOBTAHWNUSA,
ACUMT Ta NOPTAJIbHA FiNEepTeH3iA € MeHLU NOLWNPEHNMMU.

Y 2/3 naujieHTiB pO3BMBAETHCA LYKPOBUI AiabeT, AKMA MOXe NPU3BECTU
[0 peTuHonarii, HedponaTii abo Henponarii.

MirmeHTauia wkipwn. LLKipa moxe HabyTn MeTaneBo-Ciporo BiATIHKY
(“"6bpoH3oBun piabet”).

3HMXKeHHA Nibigo, atpodia AeYok. Y pigKicHMX BUNAAKAX MOXe
PO3BWHYTUCA HeAOCTaTHICTb rinodisa, wmrtonoaibHoi abo
napawmTonoaibHnx 3an03. Kpim Toro, iHoAi MoXxe BMHMKaTK XBOpoba
AppicoHa.

BTtoma
3a/ly4eHHs cepus: NPaBOLLTYHOYKOBA HEAOCTATHICTb, apUTMIl

ApTpanrii
o TunoBuM cyrnob6oBnM NpoaBoM € 6inb abo 3ananeHHA Apyroro i
TPeTboro n'acTkoBo-$panaHrosoro cyrnoba, asie MOXJINBUM €
3a/ly4eHHSA NpakTUYHO byab-aKkoro cyrnoba.

Mpwv nporpecyBaHHi 3aXBOPIOBAHHA A0 LMPO3Y NEYiHKM € NiABULLEHNN
PM3MK PO3BUTKY renatommu.
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* [1pu OBEHINIbHOMY Fr€eMOXPOMATO3i HAKOMNUYEHHS 3aJ1i3@ NOYNHAETLCA Y
PAHHbLOMY BiLi i LUBMAKO NPOrpecye, Wo 3a3B1Yan Npn3BoanTb A0 NosABK
cMMmnToMmiB y Bili Ao 30 pokiB. Jo paHHIX CMMMTOMIB HalexaTb 6inb y
>KMBOTI, LyKpOBWUM AiabeT, rinoroHaan3m Ta cepueBi NposaBn, Toai AK
03HaKM Ta CUMNTOMM YPaXKEHHA NeYiHKN MOXYTb ByTN MeHLW
NOMITHUMMU.

* KniHi4yHa KapTuHa 4B Tnny € Tunosoto. OgHak npu Tuni 4A 3ani3o
HAaKOMMYYETbCA B MaKpodarax i cenesiHui, ToAi AK HACMYEHHSA
TpaHchepuHy 3as1i30M MOXKe 3a/INLIATUCA HOPMAJIbHUM, MPUHANMHI Ha
PAHHIX CTaAiAX 3aXBOPIOBAHHSA, HE3BAXKAKOYM HA NIABULLLEHHSA PiBHA
$epunTrHyY. TakoX MOXJIMBA N1erka aHeMis.

* KniHi4YHA KapTUHA 5 TNy BKJ/1HOYAE AHEMIIO Ta HEBPOJIOTIYHI CUMMTOMM

Ha 404ATOK A0 NPOSABIB HAKOMMYEHHSA 3ai3a.

CMMNTOMM T O3HAKM KJIACUYHOIO reMOXpOMATO3y

CuMmnToMM

KniHiyHi npossun

JaHi nabopaTopHux AocniaxXeHb

BToma
BiguyTTa cnabkocTi
BtpaTta Mmacu Tina

Cyrnobm

e 3ananeHHsa

Kpos

MiaBuMLEeHi MOKa3HMKK 0OMiHy 3aJi3a:

AnarTis 33130 NJ1a3Mu, HACUYEHHSA
* Habpsak . .
Cyrnobu TpaHcdepuHy 3as1i30M HaTLe i/abo
Meyinka KOHLEeHTpaLia ¢epuTUHY B CMpOBaTLi
* bine e MMigBunLLEHI KOHLEHTPaLi
Mevinka * lenaTomeranis amiHoTpaHcdepas (AJIT i/abo ACT

* bBinby BepxHin

CenesiHka

naasmm)

Bioncia neyviHkmn

HacTuHI + CnneHomeranis
KNBOTA * 36inblUeHHS KiNbKOCTi 3ani3ay
Llikipa 3adpap60BaHOMY 3pa3Ky TKaHWUHK
Cepue dap Y 3pasky
« TinepnirmenTauis . |_|I£I,BMI..LI,EHVIMBN.IICTBa)'IvI?.'aBneLIIHLL!
e ApUTMii (B31) i/abo neviHkoBMI iHAEKC 3ani3a
¢« CuMnTOMM rOpMOHaani (r”3)
cepueBoi fia6 * ®ibpos, unpos
; « [iabet
HeAoCTaTHOCTI . e UK (remaTouentonspHa KapLuHoma)
) * Atpodis aeyok
fOpMOHasbHiI .
e linoroHagnsm
+ Jiaber + TinoTupeos
¢ 3HMXXEHHSA c
ni6igo epue

e |MnoTeHuin
* AMeHopes

¢ TiHekoMacTif

*  [OunAaTadinHa
KapAdiomionaris

¢ CepueBa
HeAOoCTATHICTb

Ixepeno: Hannuksela J, Farkkild M, Parkkila S. Perinnéllinen hemokromatoosi [Hereditary
haemochromatosis]. Duodecim 2008;124(9):1019-27
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CuMmnToMM

KniHiyHi npossu JaHi nabopaTopHux AocniaxXeHb

e BunapiHHA
BOJ10CCA HA
Tini

Oxepeno: Hannuksela J, Farkkild M, Parkkila S. Perinnéllinen hemokromatoosi [Hereditary
haemochromatosis]. Duodecim 2008;124(9):1019-27

JiarHocTtunka

[iarHOCTMKa BPOAXKEHOrO FeMOXPOMaTO3Y: AVB. 306PaXeHHS
sofpaxenia| Diagnosis of hereditary ...]

O3HaKM KJTACMYHOr0 reMOXpPOMATO3y: AMB. Tabnnuo [w6n.[T2]

KoHUeHTpaLia 3ani3a B NJ1a3Mi KpoBi BULLE 27 MKMOJIb/N1 Ta HACMYEHHSA
TpaHchepuHy 3anizoM binblue 60% y 4onosikiB i 50% Yy XiHOK
NepeKOH/INBO CBiAYaTb NPO rEMOXPOMATO3.

MpyY reMoxpomMaTosi TaKoX NiABULLYETbCA KOHLEHTpaLis depuTrHy B
cnpoBaTui (350-500 Mkr/n). ®epuTurH € roctpodasoBmm Hinkom, Tomy
MOro KOHLEHTPAL,iA TakoXX NiABULLYETLCA NPpY 6araTboX iHLWMX
3aXBOPHOBAHHSAX, 30KpEMa 3amnaJibHuX, i NPM 3aXBOPHOBAHHAX MEYiHKMN.

B1M3HayeHHA KOHUEHTpaLii Ne4iHKoBUX GepPMEHTIB € MaJIOKOPUCHUM B
AiarHOCTUML 3a BiACYTHOCTI NPOrpecyBaHHA 3aXBOPHOBAHHA 0 LMPO3y.
AMiHOTpaHchepasn cMpoBaTKM 3a3BMYaM NiABULLYIOTLCA HE3HAYHO, <

100 Oa/n (ANT > ACT).

Y [aHWMM YacC AiarHo3 NiaATBepAXYOTb FreHHMM TeCTYBAHHAM; Y NALEHTA
333BMYaM BU3HAYaOTb MyTaUito reHa HFE.

AKLLO AiarHO3 He MOXKHA NiaTBepANTM reHoTMnyBaHHAM HFE abo
HEMOXK/INBO BUABUTW iHLLY NPUYMHY HAAMIPHOIO HAKOMMYEHHS 3ai33,
npoBoaATb 6ioncito neviHkK. Lle Takox Mmoyxe 6yTn HeobxiagHMM ana
BMKJIFOYEHHSA iHLWKNX 3aXBOPIOBaHb NneyiHku (Hanpuknaa, HACK).

o [1pn reMoOXpoMaTO3i KOHLEHTPAL,if 3a/1i33 B NeyiHL,i 3a3B14aM
CTaHOBUTb NOHaA 150 MKMOb/I cyxoi Macy (HOpMabHUN
pedepeHTHUI aiana3oH 5-40 MkMonb/r). BMicT 3ani3a B neviHu,i
MO>XHA TaKOXX OLLiIHUTW 33 AOMNOMOIOK MarHiTHO-PEe30HAHCHOT
Tomorpadii.

Poanyam nauieHTiB nepworo CTyneHs, siki € romosmrotamm 3a C282Y
abo cknagHnmn reteposnrotamm (C282Y/H63D, C282Y/S65C), noTpibHO
NPOBOANTM CKPUHIHT HA MyTauil reHa HFE. MNMpoTe cnig BpaxoByBaTn
€TMYHI MIpKYBaHHSA, LLLO CTOCYHOTbCA CKPUHIHTY.
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° B TenepiwHin 4Yac NpoBeAeHHA CKPUHIHTY HA FTEMOXPOMATO3 3
JHK-TecTtyBaHHAM cepe, 6€3CMMNTOMHOI 3arasibHoi nonynauii
He peKOMeHAYETbCS.

JliKyBaHHSA

e KoHueHTpauia ¢pepntunny Buile 300 MKr/n y Yonosikis Ta BuLe 200 mMkr/
Ny XiHOK BBa>XAETbCSI MOPOroBMM 3HAYEHHAM AJ18 NOYATKY Tepanii npw
CNagkoBOMY reMOXpOMaTo3i.

» JlikyBaHHSA CNPAAMOBAHE HA BMBEAEHHSA HAA/IMLLKOBOIO 3ai3a 3
opraHi3my. KisibkKiCTb HaAIMLLIKOBOIO 3a/1i3a KONIMBAETLCA Big 10 4o 45 .

 [pn KNACUYHOMY reMOXPOMATO3i KPOBOMYCKAHHA € HaNeDEKTUBHILLNM i
Hanbe3sneyHiwnm BUAOM NiKyBaHHSA. JIikyBaHHA MOYMHAKOTb Y
cneuianizoBaHin MeanYHiv JONOMO3i, @ NoAa blle BeAeHHA MOXe
34iMCHIOBATNCb HA NEPBUHHIN MeANYHIN LONOMO3I.

» KpoBonyckaHHA NpoBoAATb 0AMH abo ABa pasn Ha TUXAeHb (500 mn
KPOBi 0ZJHOMOMEHTHO) [10 IOCATHEHHA KOHLLEeHTpaLii peputuHy B
cnMpoBaTLi < 50 MKr/n i HacnyeHHA TpaHcdepuHy 3ai30M HaTule < 30%.

o MOHITOPMHI NOKA3HMKIB KPOBI (3arasibHNI aHani3 KPoBi OAMH
Pas Ha TUXKJEHb) | MOKA3HKWKIB BMICTY 3ai3a (3a71i30 na1asmum
KPOBI, HACMYEeHHA TpaHCchepUHY KOXHI 3 Micaui)

e Ockinbkn 500 M1 KpoBi MicTUTb 250 Mr 3ani3a, NOTPibHO 2-3 pokn ANna
3HWXXEHHA KOHLEeHTpaLil 3a/1i3a B KPOBi i reMornobiHy npu BnBeaeHHi
HaA/IMLIKOBOro 3a/1i3a WOTUXXHEBMMN KPOBOMNYCKAHHAMU. DepuTuH
CMPOBATKM CJ1iJ NiATPMMYBATM B MeXax 25-50 MKr//. 3a HeobxigHoCTi
NOBHE BMBEAEHHA HAA/IMLWKOBOI0 33133 MOXHA NiATBEPAUTH
pe3ysibTaTamMu 6ioncii neviHkun.

* 2—-4 KpOBOMNYCKAHHA HA PiK 3a3BNYan AOCTATHbLO A1 NIATPUMYIOYOT
Tepanil.

» Ba)kka aHeMifs, cMMNTOMM 3 BOKY CcepLA Ta rinonpoTeiHeMia MOXYTb
6yTV nepeLwwkoaoto A1 NpOBeAEHHS KpOBOMYCKaHb. Y TakoMy BUNAaAKY
MO>XHA NPOBOANTM NapeHTepasibHe BBeAeHHSA AedepiokcaMiny ana
XenaTyBaHHA 3ani3a. Lle no3sonse susoantn 10—20 Mr 3ani3a WOAEHHO.
Kpim Toro, 4ocTynHi nepopasibHi xenatopw 3anisa (nedepacipokc,
nedepunpoH).

KomeHTap ekcneprta. Jlikapcbkui 3aci6 nedpepmnpoH cTaHOM Ha
30.05.2019 B YKpaiHi He 3apeeCTpOBaHNN.

KomeHTap ekcneprta. Jlikapcbkuni 3aci6 nedepiokcamiH cTaHOM Ha
30.05.2019 B YKpaiHi He 3apeeCTpOBaHNN.
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* HeobXxiHO YHMKATM BUKOPUCTAHHA NpenapariB 3ai3a.

* HeobXxifHO YHMKATM BUKOPUCTAHHA HaZIMipHOI KinbkocTi BiTaMiHy C
(ninBnLLye abcopbuito 3ani3a) Ta ankorosto (NiaBULLYE
rernaToTOKCMYHICTb 3ai3a).

CnocTepexxeHHA Ta NPOrHo3

* CnocTtepexxeHHA NAUIEHTIB 3 BPOAXKEHMM FreMOXPOMAaTO30M
o 3arasibHMM aHani3 KPoBi 3 KiNibKicTio TpoMboUUNTIB, bepUTHH
CMPOBATKM, HACMYEHHA TPaHCPEPUHY HaTLLe
= MeTa NikyBaHHA: KOHLEHTpaLia $epuUTMHY CMpPOBATKK <
50 MKr/n, HacnyeHHA depuTuny < 30%

° YNbTpa3BYKOBA AiarHOCTUKA

o [pwn unpo3si: cupoBatkoBum ADI1 Ta ynbTpa3ByKoOBe AOC/IAKEHHS
KOXKHi 6—12 Micauis

* HarBaXkummu yCKNIaIHEHHAMM € iHCY/liIHO3aNeXHWn fiaber,
3aXBOPIOBAHHA cepusd, LIMpPO3 Ta renatoma.

* [1pOrHo3 Naui€HTIB, AKi He OTPUMYIOTb N1iIKYBAHHSA, € HECMIPUATIMBUM,
ane 3Ha4YHO MNOKPALLYETHLCA NPW NiKYBaHHI. MN'ATUPiIYHA BUXKNBAHICTb
craHoBuUTb 70-90%.

* BMBeAeHHA HaA/IMLLKOBOTO 3a/1i33 HE 3MEHLLYE PU3MK PO3BUTKY
renaToMm y NauieHTIB 3 reMOXpPOMAaTO30M, L0 MPOrpecyBaB A0 Lnpo3y.

[NoB'A3aHi a)xepena

» KokpaHiBcbKi ornaan [i:=*|Haemochromatosis — Relat...]

* JlitepaTtypa [55es**"|Haemochromatosis - Relat...]

I>xxepena iHpopmauii

Brissot P, Troadec MB, Bardou-Jacquet E, Le Lan C, Jouanolle AM, Deugnier Y, Loréal O.
Current approach to hemochromatosis. Blood Rev 2008 Jul;22(4):195-210. [pubnedin|18430498]

European Association For The Study Of The Liver.. EASL clinical practice guidelines for HFE
hemochromatosis. J Hepatol 2010;53(1):3-22. [Pubmed10|20471131]

Bacon BR, Adams PC, Kowdley KV et al. Diagnosis and management of hemochromatosis:
2011 practice guideline by the American Association for the Study of Liver Diseases. Hepatology
2011;54(1):328-43. [pubred1n|21452290]
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HacTtaHoBM

* HactaHoBa 01080. Tasnacemis.

306paxkeHHs

* 3o6paxeHHa 01391. Porphyria cutanea tarda on the backs of the hands.
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* 3o6paxeHHa 01392. Diagnosis of hereditary haemochromatosis.

Clinical suspicion 1st degree relative
of a patient with
l haemochromatosis
Transferrin saturation
Normal Increased
Further investigations HFE
of non-hereditary genotyping ]
|_haemochromatosis / \
Other genotypes C282Y/C282Y
C282Y/H63D
l C282Y/565C
Other possible l *
causes of iron - ,
accumulation D""’}Q“US*S of
Liver biopsy or MRI hereditary haemo-
to be considered chromatosis confirmed

ABTOPW Ta BNAaCHWKKM aBTOpCbkMx npaB.: Jokke Hannuksela Martti
Farkkila Seppo Parkkila Duodecim Medical Publications Ltd

ABTOPCbKi NpaBa Ha OpuriHanbHi TeKCcT HanexaTtb Duodecim Medical Publications, Ltd.
ABTOPCbKi NpaBa Ha A0AaHi KOMeHTapi ekcnepTiB Hanexatb MO3 YkpaiHw.
Published by arrangement with Duodecim Medical Publications Ltd., an imprint of Duodecim Medical
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