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KomnnekcHa giarHocTuka crnagkoBoro reMoxpomMaro3y mae 6a3yBaTics Ha CeneKTUBHOMY CKPDUHIHIY nauieHTiB i3 Xpo-
HiYHOWO renaTobiniapHoK NaToNorielo 3 ypaxyBaHHsIM PO3P0ONEHNX KDUTEDITE. Pe3ynibTaTtoM NpoBeLeHnX 4OCTKeHb
crano suasneHHa y 21,6% xBopux MiHOpHOI myTtauii H63D reHa remoxpomarosy (HFE) y reTepo3unroTHOMYy CTaHi,
ay 2,7% — miHopHoi mytauii H63D rena HFE y romo3urotHomy craHi (H63D/H63D), 1o € BaroMuM A40Ka30oM Cnanko-
BOro reMoxpomMaro3y. 3anpoBamKeHHs TECTYBaHHS reHeTUYHUX MapKepiB CXUNbLHOCTI A0 cnankoBoi NaTonorii noauHM,
30KkpemMa 4o CriagKkoBoro reMoxpomMaroay, € NepCrnekTUBHNM HANpPAMKOM, SKui HeobxigHo po3BmBaTi.

Kniouoei cnosa: reMoXpoMaTo3, MOJIEKYNSIPHO-reHeTUYHa [4iarHoCTuKa, PIAKiCHI 3aXBopIOBaHHSA, CnaaKkoBi XBopoOU, XPOHIYHa

ne4YiHKoBa naTosoris.

Bucoka 3aiHTepecoBaHICTb NikapiB pisHO-
ro ¢axy npobneMoio paHHLOro BUSABIEHHS
reMoxpoMaTo3y BU3HA4Yae akTyasbHiCTb BU-
BYEHHS Ta 3arnpOBaKEHHA HOBUX Cy4aCHUX
METOAIB AjarHOCTUKM LIbOr0 CMajikoBoOro 3a-
XBOPIOBAHHS, AKi AONOMOXYTE ¢axiBLAM 3a-
no6irT1 TAXKUM HacligxaM naTosnorii Ta iHBa-
nipuaadii xBopux.

FeMoxpomaTos (CUHOHIMU: NirMEHTHUIA
umMpo3, 6poH3oBuiA giabet, cugepodinis,
cuHgpom Tpyasbe — AHo — Loddapa) —
CMaJKOBe 3aXBOPIOBaHHS, IKE XapakTepusay-
€TbCA MOPYLUEHHAM 06MiHY 3aN1i30BMICHUX
nirMeHTiB, NiABULLEHUM BCMOKTYBAHHAM
Y KUALLUEYHUKY 3asli3a Ta HAaKOMUYEHHAM HOro
Yy TK2HUHAX | opraHax i3 noganbLIUM PO3BUT-
KOM OpraHiyHux 3miH (E¢umos A.C., 2005;
Greene C.M. etal., 2013).

3a eTionorielo reMOXpoMaTo3 MOXHa Kia-
cudikyBaTU Ha NEPBUHHUIA (pO3nag yCnaaxo-
BaHWi abo reHeTUYHO AeTepMiHOBaHMIA)
Ta BTOPUHHUIA (3aXBOPIOBaHHA, HabyTe npo-
TAroM XuTTA). Y YONOBIKIB KNiHiYHI NposBuK
3'ABNAIOTECA NEepeBaxHo Y 3pinomy Biui 30—
50 pokis, y xiHok — >50 pokis. ¥ nonynsuji
DOMiHye Mano- 1a 6e3cuMnToMHUIA nepebir
3axBOPIOBaHHA. AKLLO AjarHO3 BYaCHO HE BCTA-
HOBJIEHO Ta He po3ro4aTo HeobxiaHe nikyBaH-
HSl, 3a1i30 iHTEHCUBHO HAKOMNWUYYETLCSA Y TKAHU-
Hax i opraHax, Lo MOXe NPU3BECTU O NeYiH-
KOBOI HepOCTaTHOCTI, NaHKpeonartii, aiabeTy,
NOpYLUEeHHs CepLeBoro puTMy, apTponarii,
iMNOTEHLiji, paHHLOT MEHONAY3W, HEQOCTATHOC-
Ti wuronogiéHol 3ano3u (Fracanzani A.L. etal.,
2010; Ocapuyk 3.B. Ta cnieaBr., 2011).

FemMoxpomaTos yacTille AiarHoCTyloTb
y oci6 4yonosiyoi cTarti. 3aebinLLworo Hacia-
KU NPUCKOPEHOI KULIKOBOI abcopbuii 3aniza
Ta MOro HaKOMUYEHHA Y Pi3HUX TKaHUHaX
KNiHIYHO NPOABAAIOTLCA Y 3pinoMy Biui (Ed-
wards C.0., 2007). Y niTeiA yacTile ajarHoc-
TYIOTb MePBUHHUIA CNAAKOBUIA reMOXpOMaTo3
(Bardou-Jacquet E. et al., 2013). BropuHHWiA
reMoxpoMaTo3 MOXe BUHUKATU Ha GOHI iH-
TEHCUBHOT Tepanil npenapataMu 3anisa
Ta nicns YucesnbHUX remoTpaHcdysii (Ina-
domi J.M., Kowdley K.V., 2009).

HaivacrTile nepBUHHUIA reMOXPOMaTo3
noB’A3aHuii i3 ABOMa MyTaLisiMU B IeHi re-

Moxpomaroay (HFE) — C282Y ta H63D. l'eH
HFE konye npoTeiH, Cxoxuid 3a 6ya0BoIo
[0 Moniekyn 1-ro kniacy rosioBHOro KOMIUIeK-
Cy riCTOCYMICHOCTI, O B3aeMoaie 3 peuen-
TOPOM TpaHCpEPUHY | perysioe BCMOKTYBaH-
Hf 3afi3a y NeTnsx TOHKOro KULLIEYHUKY
(Inadomi J.M., Kowdley K.V., 2009).
MpW4nHK 3aXBOPIOBaHHS, MOB’A3aHI 3 My-
Taui M1 B iHLUMX reHax i 3arpynosaHi y cBoe-
pioHy KaTeropiio «HeKIaCUYHOro CNakoBOro
remMoxpomMaTosy», Bif3HayaloTb pigLue.
o ujei kaTeropil Hanexarb:
reMoxpoMaros Tuny 2A (HEeMOBHONITHIX);
reMoxpomaros Tuny 2B (nignitkis);
reMoxpomaros Tuny 3;
remoxpomartos3 Tuny 4 (adpukaHCcbka
dopma);
¢ HeoHaTa/lLHUI reMoxpoMaTos;
* auepynonia3mMiHeMis (ayxe pigkicHa);
® BpOaXeHa aTpaHcdepuHemisa (oyxe
pigkicHa);
¢ GRACILE cuHzpoMm (nyxe pigkicHuiA).
BinbLIiCTL TUMIB CN@AKOBOr0 reMoxpomMa-
TO3y YCMaAKOBYIOTLCS 32 ayTOCOMHO-peLe-
CUBHUM TUMOM, NULLIE 4-IA TUN — ayTOCOMHO-
DOMiHaHTHUM Wwsixom (Habot E., 2006).
3a KiiHiYHUMM NepebiroM reMoxpomMaTo3
Mae: naTeHTHy GopMy, He3HauHi (Hecneum-
¢iuHi) nposieu, abo TsxkkuiA nepebir (y nopoc-
JIMX — HeniKoBaHWiA BUNAAoK, y Aiteit — Heo-
HaTanbHUiA reMmoxpomaTto3) (Hanson E.,
Burke W., 2009).
fAxkwo BMHUKAE Nigo3pa Ha reMoxpoma-
T03, HeoOXiAHO NPOBOAUTU NEPBUHHI AOCHI-
IKEHHS, a came: AeTaNbHY OLHKY CIMEAHOro
aHaMHe3y LWoA0 Pi3HOI NaTonorii NeviHku
Yy poamuiB (iajonaTUYHOro renaTuTy, LUMposy
Ta paky), o0co6MBO B NOEAHAHHI 3 BUCOKUM
piBHeM (no 40%) CMepTHOCTI LIUX XBOpUX
y MonoZoMmy Biuj (a0 50 pokiB); AiarHOCTUYHI
nabopaTopHi TECTW NSl BABHAYEHHS KOHLLEH-
Tpauii 3ani3a B opraHiami, 3okpema piBHs
¢$epUTHHY Ta caTypauji TpaHChepuHy.
3a yMOB niaBWLLLEHOT KOHLIEHTPaUl 3autisa
y KpoBi Heo6XiAHO 3aCTOCOBYBATH TakKi Aja-
FHOCTUYHI METOAU: MarHiTHO-pe30HaHCHa
ToMorpadgis — s BUSIBJIEHHS NiABUALLEHOIO
DenoHyBaHHA 3ai3a B neviHuj; 6ioncid 3 no-
DanblWKUM FiCTONOTNIYHUM [OCAIAXKEHHAM
TKAHUHWU MeYiHKK; HaBiNbL TOYHe cyYacHe
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06CTeXeHHS — MONEKyNapHO-reHeTUu4He
pocnipxerns (Inadomi J.M., Kowdley K.V.,
2009; ElImberg M. et al., 2012).

MonekynfpHO-reHeTUYHE TECTYBaHHSA reHa
HFE no3Bonsie NiaTBEpaUTA KIiHIYHWIA AjarHo3
remMoXpoMaTo3y y AiTei Yu A0pOCMX Ha AOKJTi-
HiyHiiA cTagdii 3axBopioBaHHs, 0co611BO, SKLLO
BiIOMi BUNapxy 3aXBOPIOBAHHA Cepep, YWieHiB
ciM'i. JocnipxysaHi aneni reHa HFE'y 80% Bu-
NafKis CBiAHaTL NMPO reMoXPOMaTo3 y NaLjeHTIB,
npoTe BapToO 3a3Ha4YWTH, L0 HEraTUBHUIA pe-
3yNbTAT HA HASIBHICTL MyTaUiil y reHi HFE He BU-
KI04aE 3aXBOPIOBaHHS HAa FreMOXPOMaTo3.

BusiBneHHs myTtauii C282Y reHa HFE
BKa3ye Ha 6ifbLL TsXKKi HACAIOKW, a FreHOoTUN
C282Y/C282Y mae HaiibinbLly neHeTpaHT-
HiCcTb. OfiHaK y 3HA4HOI YaCTUHU HOCITB LIbOTro
reHoTuny xsopoba He maHidectye. Ocobu-
Hocii reHotunis C282Y/H63D i H63D/H63D
TaKoX MaloTb NiABULLEHWIA PU3KUK iHTEHCUB-
HOro HaKoMWU4EeHHA 3anisa, oaHak xsopoba
MaHicpecTye y <1% Takux ocib. Otxe, i3o-
JbOBAHO FEHETUYHI TECTU Ha reMoXpoMaTo3
BM3HAYal0Th LIBUALLE MOXJIUBICTL 3aXBOPIO-
BaHHSA, HX caMe 3axBoploeaHHA (Felitti V.J.
etal., 2005; Ledo G.D. et al., 2014).

[ns AiarHoCTUKK reMoXpomMaTtoay Heob-
xinHe nonepenHe npoBeaeHHs 6a30BUX A0-
cRipKeHb:

® KJiHIYHWIA aHani3 kpoBi (remornobiH
npy reMoxpomaTosi 3HaxoauUTheCA B Me-
Xax HOPMMU);
GioxiMiuHi pocnimkeHHs GYHKLji neviHku
Ta MigWayHKOBOI 3251031, CepLeBo-
CYOWHHOI CUCTEMU, OMOPHO-PYX0BOIrO
anaparty, ¢yHKuil LTonoaibHoi 3a103u
(piBEeHb NeYviHKoBUX HpepMeHTiB (anaHiH-
amiHoTpaHcdepa3sa (AnAT), acnaprar-
amiHoTpaHcdepasa (ACAT)), piBeHb
nyxHoi ¢ocdaraau (JIP), nporeiHorpa-
Ma, Koarynorpama, nokasHuku AinigHux
¢dpakuiid, piBeHb rn0K03u B KPOBI, ro-
cTpoca30Bi NOKA3HUKU, PiBEHL FOPMOHIB
wuTonoaibHoi 3a103K (TMPEoTPONHUIA
FOPMOH, BifIbHWIA TUPOKCUH (T4)) Towo);
yAbLTPa3BykoBe pocnimxkeHHs (Y3[) ne-
YiHKW, NigLWAYyHKOBOT 3a103M, cepLus,
wpmTonoaibHoT 3ano3u;
® enekTtpokapgjorpama (EKI);
® peHTtreHorpacdis Cyro6iB Ta rpyaHOI KITTKu;




® KOHCYyNbTaUii BY3bKMX creuianicTis (ra-

CTPOEHTEPONOra, Kapajonora, eHooKpU-

HONIOra, PEBMaTonora, HeBpoiora).

Yc¢i popatkosi nabopaTopHi Ta iHCTPyMeH-
TalbHI JOCNIMXEHHS 3anexatb Big nepebiry
TacUMNTOMiB 3axBopioBaHHs (Felitti V.J. etal.,
2005; Inadomi J.M., Kowdley K.V., 2009).

Y MonoaoMy Biui remoxpomartos 34e6inb-
woro Mae 6e3cuMnToMHMiIA nepebir (naTeHT-
Hy ¢$OpMYy), XO4a MOXJIIMBI 1 HecneuudiyHi
KIiHIYHi NPOSBU: 3aranbHa cnabKicTb i LWBMA-
K& BTOMJIIOBAHICTb; aCTEHil; HOCOBI KPOBO-
Teyi; apTpanria; rinepnirMeHTauis Wwkipm
i cIM30BKMX 060NOHOK; KapAiOMIONATIsA, 2pUT-
Misl, CEpLIeBa HeAOCTaTHICTb; a0 AOMiIHAbHUIA
6inb; LKpOBMiA aiabeT; 3HMXEHHS PyHKLUIT
WMTONOAIGHOT 3a1031; aNnoneLis; ypaXeHHs
HepBoBol cuctemum (Felitti V.J. et al., 2005;
Creighton Mitchell T., McClain D.A., 2014).

FAKLL0 reMOXpoMarToa He AiarHOCTOBaHUA
Ha paHHbLOMY eTani PO3BUTKY XBOPOOu,
TO 3a BiACYTHOCTI af1eKBaTHOrO JliKyBaHHA Lie
MOXE NPU3BECTU A0 TAXKMX KIiHIYHUX Npo-
SIBIB Ta YCK/1aOHEHb — LIMPO3Y NEYiHKK, cep-
LeBol HefoCTaTHOCTI, niabety, apTpuTy Ta
renarouenonapHoi kapuuHomu (Inado-
miJ.M., Kowdley K.V., 2009; Kew M.C., 2014).

lNpoBeaeHO KOMMAEKCHY AiarHOCTUKY
CMagkoBOrO reMOXPOMArTo3y Nicns CeNeKTUB-
HOrO CKPUHIHIMY BUMAAKIB XPOHIYHOT NeYiHKOBOT
naronoril 3a A0NOMOIOI0 MONIEKYNIAIPHO-TeHe-
TUYHOT O, KNIHIMHOIO, KNiHIKO-reHeanorivHoro ta
MEJUKO-CTAaTMCTUHHOrO METOZIB AOCIAKEHHS.

3a nonoMorol MetToay noniMepasHol
JIAHLIOroBOi peakuji, PECTPUKLIMHOro aHanisy
Ta enekrpogopesy B arapo3HoMy resi npo-
BEAEHO MOJIEKYNSIPHO-FEHETUYHE AOCTIAKEH-
Ha MyTauii C282Y ta H63D rena HFE. Curna-
JIU NOPIBHIOBANN 3 MAapKepamMun AOBXWUH
Ta AETEKTyBaJIM PO3MipK OTPUMaHuUX ¢par-
MEHTIB.

MpoBeaeHo KOMNAEKCHWIA aHaNi3 KIiHIKO-
napakiiHiYHMX Ta KIiHIKO-reHeanoriyHmx ga-
Hux 85 xBOpUX, 30e6iNbLLOro AOPOCOro BiKy,
i3 XpOHi4YHOIO renarobiniapHoIo Ta NOEAHAHOI
narosorieto, fki nepebyBann Ha cTaujoHap-
HOMY NiKyBaHHi y raCTPOEHTEPONOriYHUX
BigAaineHHsx nikapeHb MicTa JIbBOBa NPOTH-
rom 2011-2013 pp. YciMm nauieHTam npose-
OEHO KNiHIYHWA ornsp, NpoaHani3oBaHo na-
6opaTopHi, iIHCTPYMEHTAJbHI AOCHIAXEHHS
Ta crnaaxosi 0cob6nmMBocTi. Mig 4ac BUBHEHHS
CiMEeHHOro aHaMHe3y XBOPUX 3BEpPTaIN yBary
Ha HasBHICTb XPOHIYHOIO renaTuTy, LMpo3y
NeYiHKU Ta OHKOJSIOriYHOT NAaToNorii Ne4iHKu
y poauuiB. BpaxyBaHHS KOMMIEKCY KIiHIKO-
napakniHiyHMX O3HaK Ta CNaaKoBux 0co6an-
BOCTei 06CTeXeHUX A03BOMI0 CHOPMYBATU
nigrpyny nauieHTie, kMM aouinbHo 6yno
NPOBECTU CENIEKTUBHUIA CKPUHIHI 3a A0NOo-
MOrOI0 BUSHAYEHHS PiBHSA 3aNi3a y cMpoBsaTLi
kpoBi. [lipBuwieHa kOHUEHTPauisa 3ani3a
y CUpOBATLi KPOBi ,O3BOIANA i3 BULLIOIO AMO-
BipHICTIO OYiKyBaTW MO3WUTUBHI peaynbTaTu
MOEKYNAPHO-TEHETUYHUX AOCNIAXEHD
Ha CNaaKoBUiA reMOXPOMaTos.

3rinHo i3 3ibpaHMM aHaMHe30M, HaiuacTi-
LU NauiEHTU CKAPXMIIMCS Ha 3araslbHy cnab-
KicTb (81%), 6inby cyrnobax (73%), yacTii Ginb
Y XMBOTI (73%), ronoBHMiA Ginb (62%) Ta niosu-
LLEeHy BTOMJTIOBAHICTb (57%).

Mpu kniHiYHOMY OrNIAAj XBOPWUX rPyNU py-
31Ky HalyacTiLe BUABAAAM 36inbLUEHHS po3-
MipiB neviHkK nig yac nanenadji (87%), nirMeH-
Tauiio LWKIpHUX NOKpuBIB (63%), 36iNbLUEHHS
po3mMipiB cenesiHky (58%), 36iNbLUEHHS Lm-
TONOAOHOI 321031 Npu Nansnauji (58%).

3a aanumu Y3, BusiBneHo, Lo Haiuac-
Tilwe y XBOpUX crnocTepiranuca exorpadidHi
03HaKu 36iNbLUEHHS PO3MIpIB Ta/un CTPYKTYp-
HWUX 3MiH neYiHkK (92%), NaToNoriYHUX 3MiH
XOBYHOro Mixypa (85%), audyaHoro 306a
Ta/4u 3MiHU CTPYKTYPU LumuTonoAiGHoT 3ano-
3u (67%).

AHania nabopaTopHMX AaHWX CBig4MB
npo niaBuwieHHs piBHA NI (74%), AnAT
(72%), AcAT (72%), BinXuneHHs BaHMX Koa-
rynorpamu (70%), amiHun Ha EKI" (66%) Ta ami-
HY GYHKLIOHAIbHUX NOKA3HWKIB LMTONOAI6-
Hol 3a5103u (60%), Wwio 6yno nigTBepaAXEeHHAM
BUSIBJIEHOT XPOHIYHOI NEYiHKOBOT naTonorii
Ta Tupeonaril.

Kniniko-reHeanoriyHi pocnigpkeHHs 6asy-
BaJINCS HA PeTesibHO 3i6paHoOMy CiMERHOMY
aHaMHe3i NauieHTiB i3 BpaxyBaHHSM 3aXBOPIO-
BaHb NEYiHKN Y POAWMIB (XPOHIYHOT NEYiHKOBOI
HepocTaTHOCTI, 0cobnmMBo — HeBepudikoBa-
HOro renaruTy, UMpPOo3y Ta OHKOIOTYHOI NaTo-
Jorii nediHku). Y 57% o6CTexXeHUX XBOPUX
i3 Bigi6paHoi rpynu Big3Ha4anu o6TAXEHWA
CiMeiHUIA aHaMHe3 LLOAO NaTosorii NeYiHKK,
3 HUX Yy 16% 06CTEXEHNX poauHi XBOpPINK
Ha uMpo3 rnesyikkv. loaaTkoso 3a3Ha4uMMo, LLIO
y CiMeiiHOMyY aHaMHe3i 42% XBOPUX BUSIBNIEHO
naronorito wyTtonoaibHoi 3anoau, 37% — cep-
LIEBO-CYAMHHI 3aXBOPIOBaHHSA, 28% — 3axB0-
PIOBaHHS OMOPHO-PYXOBOro anapary.

Ha ocHOBI NpoaHanisoBaHuUx BULLIEHABE-
[EHUX O3HAK Ta CNapxoBux ocobnuBocTei
XBOPUX CHOPMOBAHO Migrpyny NauieHTis,
AIKUM 6yno AOLINbHO NPOBECTM BU3HAYEHHS
piBHA 3anisa B CMPOBATLj KPOBI ANA CENeK-
TWBHOIO CKPUHIHTY. MNiaBuMLLEHa KOHLEHTPAaLs
3anisa B cMpoBarTLi KpoBi 03BONIANA i3 BU-
OO MMOBIPHICTIO O4iKyBaTW MO3UTUBHUX
pe3ynbTatiB MONEKYNSAPHO-reHETUYHWX A0~
clipxeHb reMoxpomMartoay. OCKiNbKU NeBHUM
HEAONIKOM BU3HAYEHHS PEepUTUHY (5K iHan-
Karopa HaKoMu4YeHHs1 3aniaa) € NiaBULLLEHHSN
A0ro piBHA NMPU iHLLMX 3aXBOPIOBAHHSAX MEYiH-
KW Ta HUPOK, BAX/IUBMM A0AATKOBUM Niabo-
PaTtoOpHUM KPUTEPIEM BUSHAYEHHS PIBHSA 3a-
Ni3a B OpraHiaMi € catypauis TpaHChepuHy.

Y 37 (43%) xBOpUX OCHOBHOI rpy-
nu (n=85) NnpoBeneHO aHani3 Ha BUBYEHHS
KOHLUEHTpaLii 3anisa B cMpoBaTLi KPOBi.
Y 17 (46%) nauieHTiB Ujei niarpynu piBeHb
3autiza B CUPOBATL, KPOBi NepeBULLYBAB HOP-
My, y 8 (21,6%) nauieHTiB 3a AonomMoroo
MONEKYNSpPHO-reHeTUYHOI e TeKUii BUSIBNEHO
MiHOpHY MyTauiio H63D reHa HFE y retepo-
3UrOTHOMY cTaHi. B ogHoMy Bunaaky
(2,7%) — BMSIBNEHO MiHOPHY MyTaLjio H63D
reHa HFE y roMo3urotHoMmy ctaHi (H63D/
H63D), Wwo € 6e33anepeyHuM 10Ka30M Craj-
KOBOIO reMoxpomartosy. Onuc LLoro BUnag-
Ky HABEAEHO HUXYE.

XBopa M. (2000 p.H.), fika NpoXuUBae
y JlbBiBCBKit 06nacTi, rocnitaniaoBaHa

y JIbBiBCbKY O6NACHY AMTSYY KJTIHIYHY JTIKAPHIO
3i ckapramu Ha nNepioauyHy HyaoTy, NOraHui
anetut, 6inb y ginsHui npasoro nigpebep’s.
XBopie npoTtarom 3 pokie, HEOAHOPA30BO
nepe6yBana Ha CTauiOHApPHOMY JliKyBaHHi
y racTpOeHTEepOIor4HOMY BipaineHHi panoH-
HOI nikapHi, ae 1 BCTaHOBNEHO AiarHo3:
XPOHIYHUWI racTpoayoAeHiT i3 NiaBUILEHOIO
KUCNOTOYTBOPIOOYOIO hYHKUIEID, ANCKIHESIA
XOBYOBUBIOHUX LUNAXIB 32 MNOKIHETUYHUM
TMNOM. BignosigHe nikyBaHHA naBano edpexkr
nvwe npoTarom 1-2 mic.

[Mig yac ornsagy y Xxeopol BUSIBAIEHO HE3HA-
YHy 6AiBiCTb LWKIPHMX NOKPUBIB, GiNnviA HaniT
Ha A3uui, 6onloYicTb Nig Yac nanbnauii y ai-
nsHUi npasoro nigpebep’s. MNediHka BUCTYNa-
Nna Hux4e pebepHoi oyru Ha 1,5cM. Y Bu-
3HauyeHux nabopaTopHux Ta 6ioXiMiYHUX No-
ka3aHukax kpoBi (AnAT, AcAT, No,
ramMmma-rayramintpaicgepasa, 6inipy6in
¢pakuiitHo, NpoTeiHorpamMa, ioHorpama,
KpeaTuHiH, CevoBUHa, peBMonpobu, xonec-
TEPWUH) — NAToNOrYHUX BiAXMNEHb HE BUSIB-
neHo. Mpwu Y3/, BHYTPIiLWHiX OpraHiB BCTAHOB-
JIEHO He3HauHe 36iNbLUEHHS PO3MIPIiB NEYiHKK
Ta NOCUNEHHs €X0-CUrHaIB Bif Ti napeHxiMu,
03HaKu 36ibLUEHHS PO3MIpPIB XOBYHOIO Mi-
Xypa, po3Mip Ta CTPyKTypa WuTonogi6Hoi
3anoan — 6e3 ocobnusocTeit; pibporacTpo-
OyoAeHOCKONMiA — epuTeMatoaHa ractpoay-
opeHonarisi, pH-mMeTpis — nigBuLLEeHa KUCNO-
ToyTBOpIOtoYa yHKLis; EKI — 6e3 ocobnm-
BOCTEN. Ina BUKNOYEHHS iHdeKuUiltHoro
renaTuTy BuU3HaueHo imyHorno6yniiu M (IgM)
Do Bipycy renatuty A (HAV), IgM ao nosepx-
HEBOro aHTUreHy Bipycy renatuty B (HBcAg),
cyMapHi aHTuTina po Bipycy renatury C (HCV)
i HBsAg — He Bigxunsnucs sig HOPMMU.

MpoBseneHi gocnigxeHHs NiATBEPAUIN
nonepepHi AiarHo3u: XpPOHI4HUIA racTpoayo-
OEHIT i3 NiABULLEHOI0 KUCIOTOYTBOPIOIOYOIO
YHKUIEIO, ANCKIHESif XXKOBYOBUBIOHMX LLNSXIB
3a rinoKiHETU4HUM TUMNOM.

3a3HauuMo 06TSXEHWIA CiMeHUIA aHaM-
Hea xBopol Wwogao renatobiniapHol natonorii.
3a ponoMOrolo KNiHiKO-reHeanoriYHoro aHa-
ni3y B poandiB piaHOMO CTYNEHS cnopigHeHoC-
Ti (y 6aTbka AUTUHU Ta Aiga no NiHii Marepi)
6ynu Bia3HauyeHi BUNagkn UMpo3y Ta paky
nevdiHKn (DrCyHOK).

Komrinekc npoBeaeHux nocninxeHs no-
3BONIMB 3apaxyBaTy L0 MauieHTKy A0 rpynu
PU3KKY LLOAO reMOXPOMATO3y Ta NPOBECTU
CENEKTUBHUIA CKPUHIHI Y BUIIsiAj BU3HAYEHHS
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OPUTHAJIbHI AOCNIAXKEHHA

3anisa y cupoBsartuj Kposi. PiBeHb 3ani3a 'y cupo-
BaTLj KPOBi CTAHOBUB 29 MMOJIL/N, LLO NEpPEBu-
LLIyBarIo HOPMY (418 XiHoK — 10—20 MMouib/n).
Cartypauia TpaHchepuHy ctaHoBuna 38%.
MipBuLEHWIA piBEHb 3as1i3a y cMpOBaTLi
KpPOBi Ta MEX0BWIA piBEHb caTypauji TpaHcde-
PUHY y KpoBi 6ynu NiacTaBoio Aisi NpoBeAeH-
HS MONEKYNSIPHO-TeHETUYHOTO aHanisy MyTa-
uiit C282Y ta H63D reHa HFE. Y pesynbTari
MOJIEKYNAPHO-FEHETUYHOI AETEKLi y NaLiEHT-
KW BUSIBIEHO MIHOPHY MyTauilo H63D rena
HFE y roMo3urotHomy ctaHi (H63D/H63D).
Bepyun 10 yBarn MonekynsipHo-reHeTU4He
nigTBepAXEHHs! CNaaKoBOro reMoxpoMaroay,
racTpoeHTeponorom 6yno nPU3HadYeHo Biano-
BigHe nikyBaHHS: gjeTa, 6arara Ha 6inok, 3 06-
MEXEeHHSIM NpoAyKTiB, WO MICTATb 3aniso
(m’sico, puba, siiug, sbnyka), perynspHi ¢ne-
6GoTomil (1 pa3 Ha TMXXOEHB) Ta XeNIaTopu, sKi
3B’A3YI0Th 3ai30 Ta BUBOASTh OMO 3 OpraHia-
My. 3aBasiku NiKkyBaHHIO, CTaH XBOPOI 3HAYHO
NOKpaLLMBCA: KOHTPONLHUIA PiBEHb 3anisa
y cupoBaTui KpoBi 3HU3UBCHA A0 HOp-
MU (15 MMONb/N), 3HAHHO NiABALLMNACH aKTUB-
HICTb, 3HUKJIM O3HAKM iHTOKCUKaUT, 6inb y npa-
Bil1 nigpe6epHili ainsHUj nepecTas TypOysBaTy.
BuKOPWUCTAHHS HOBUX FEHETMHHVX MAPKEPIB
3pobuno ajarHoCTUKY reMoxpoMaroay GinbLu
KOMIIEKCHOIO, LLIO NOKPALLWIO IKICTb NliKyBaHHS
Ta AOMOMOIIO YHUKHYTH iHBaAM3aLji XBOpOI.
Omxe, Ha CbOrOaHI epekTUBHA Npodinak-
THKA PO3BUTKY Ta YCKNIaAHEHb 3aXBOPIOBAHHS
6a3yeTbCs1 Ha peTeNibHO 3i0paHoMy CiMeitHO-
My aHaMHe3i Ta MONEKYNAPHO-reHETUHHOMY
06CTeXEHHi XBOPOro Ta Moro poanyis.

BUCHOBKK

1. Cepep BinibpaHux 3a 1ONOMOrOIO Ce-
JEKTMBHOIO CKPUHIHIY BUNaaKiB 3aXBOPIOBaH-
HA, ¥ 21,6% xBOpUX (3a AONOMOrOI0 MOJe-
KYNSIPHO-F€HETUYHOI AeTeKUii) BUSBNEHO
MiHOpHY MyTaujio H63D reHa HFE y retepo-
3UroTHOMY CTaHi, a B 2,7% — MiHOPHY MyTa-
uilo H63D reHa HFE y roMO3UroTHOMY CTaHi
(H63D/H63D), wo € BaroM1MM J0Ka3oMm
CMagKoBOro reMoxpomarTosy.

2. MNpoBepeHi nocnimxeHHs Noka3anu, LWo
OCHOBHUMU KpUTEPISMU BiAOoOpY XBOPUX
00 rpynu NigBULLIEHOTO PU3KKY LLOAO remMo-
XpOMaTo3y MaloTb 6yTU: XpPOHiYHa NeYiHKOBa
naronoris, BiANOBiAHA CNAaaKoBa O6TXEHICTb
y poauvHi npobanaa, nesHi KniHiko-napaki-
HiYHi 3MiHWU Ta NiABMLWEHWIA piBEHb 3ani3a
Y CUpOBATL KPOBi NALIEHTIB.

3. 3anpoBamXeHHs TECTYBAHHSA FeHeTUY-
HUX MapKepiB CXWbHOCTI [0 CNajKoBOro
reMoXpoMaTo3y — NepCrneKTUBHUIA HANPSMOK,
sIKuiA HeoOxigHO NpoRoBXYBaTU PO3BUBATY i
BMNPOBaIXYBATU Y KAiHIYHY NPaKTUKy cneuia-

Ni30BAHUX LIEHTPIB Ta raCTPOEHTEPOOriYHUX
i TepaneBTUYHUX BioOjNeHb NikapeHb YkpaiHu.
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KomMmnnekcHas gpuarHocTuvka
HacnenCTBeHHOro
remMmoxpomMmaro3a

3.B. Ocaguyx, I'.P. AxonsH, I'.B. Maxyx,

H.B. Kosanus, H.HA. Kuyepa,
H.M. SlumuHckas

Pesiome. KomnnekcHasa ouarHoctika Ha-
CNencTBEHHOMD NreMoXpoMaro3a Ao/mkHa 6a-
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3UPOBaTLCA Ha CENEKTUBHOM CKDWUHUHIE na-
LUMeHTOB C XpOoHUYeckoi renarobunuapHoi
nartonorue, yunTeisan paspaboTaHHsie
KpUTEpUK. PeaynsTatoM MpoBefeHHbIX UC-
cnenosaHmMii ABMA0CKE BriasneHne y 21,6%
60LHBIX MUHODHOM MyTaLmn H63D reHa re-
moxpomarosa (HFE) B rereposuroTHoM co-
cTosHuY, a Yy 2,7% — MUHOPHOW MyTauuu
H63D rexa HFE B roMO3MroTHOM COCTORHMU
(H63D/H63D), 4TO ABNAETCA BECOMbLIM [0-
Ka3aTe/lbCTBOM HaC/IEACTBEHHON reMoxpo-
marto3a. BHeapenue TecTUpOBaHWA reHeTh-
YECKUX MAPKEpPOB CKNOHHOCTH K Hacnen-
CTBEHHBIM 3a060n16eB8aHNAM 4en08eKa,
8 4aCTHOCTU K HACNE4CTBEHHOMY reMoXpoma-
TO3Y, ABARETCH NePCeKTUBHLIM HarpaaneHu-
€M, KOTOpoe HEOBX0AMMO Pa3BMBATE.

Kniouenbie cnoBsa: reMoXpomMaros, MoIeKy-
ﬂﬁpHO—rEHeTH‘{ECKaH AnarHocTrka, pe,axue
3abonesanuns, HacneacTeeHHbie 60ne3Hu,
XPOHUYECKas NeYeHOYHasA NaTonorms.

Complex diagnostics
of hereditary
hemochromatosis

Z.V. Osadchuk, G.R. Akopian,

G.V. Makukh, 1.B. Kovaliv, N.I. Kitsera,
N.M. Yachmincka

Summary. Complex diagnosis of hereditary
hemochromatosis should be based on the
selective screening of patients with chronic
hepatobiliary disorders incl developed cri-
teria. The result of the research was to
identify in 21.6% of patients with minor
mutations H63D hemochromatosis gene
(HFE) in the heterozygous state as well.
2.7% — minor mutation H63D HFE gene in
the homozygous state (H63D/H63D), which
is strong evidence of hereditary hemochro-
matosis. The introduction of genetic mark-
er testing susceptibility to hereditary dis-
eases awareness of the hereditary hemo-
chromatosis, is a promising area that needs
to be developed.

Key words: hemochromatosis, molecular
genetic diagnosis of rare diseases, hereditary
diseases, chronic liver disorders.
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