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CyuyacHa JiarHOCTUKA
CIIAJKOBOT'O I'r€eMOXPOMATO3Y

Mera — HOpPOBECTU CEJICKTUBHUU CKPUHIHI XPOHIYHOI MEYiHKOBOI ITATOJION T4 MOJIEKYIAPHO-IEHETUYHE
JIOCIIPKEHHA BUITAJIKY TEMOXPOMATO3Y.

Marepiaau Ta MeTOZH. [ TpOBEICHO aHANI3 KITIHIYHUX JAHUX T4 MAPAKIiHIYHUX ITOKA3HUKIB 45 XBOPUX, TIepe-
BA’KHO JJOPOCJIOI'O BiKY, i3 XPOHIUHOIO I'€lIaTOO1/IiapHOIO Ta ITOE€IHAHOIO ITATOIOTIEIO, SIKi IIEpeOyBaIN HA CTALiO-
HAPHOMY JIKYBAHHI Y I'ACTPOEHTEPOJIOIiYHUX BiJJIUICHHAX JiKapeHb M. JIbBOBA. BpaxyBaHHS KOMIUIEKCY
KJIHIKO-IIAPAKIiHIYHUX O3HAK T4 I'€HETUYHUX OCOOIMBOCTEH IAIiEHTIB a0 3MOry C(QOPMYBATHU /APy
0Ci6, y SIKUX JJOLUIBHO OYJIO BU3HAYNUTH PiBEHb CHPOBATKOBOI'O 34J1i3a JIJIS1 CEJIEKTUBHOI'O CKPUHIHTY. Y TOCIi-
JKEHHI BUKOPUCTAHO TAKi METOAM: MOJIEKYIAPHO-TEHETUYHUN, KIIHIYHUN, KIiHIKO-T€HEAIOTIYHNNA, MEJINKO-
cratuctTuaHuil. Jlocmipkerss mytariitt C282Y ta H63D rera HFE mipoBogmIn 32 JOMTOMOTOIO METOJY TTOTiME-
PA3HOI JIAaHIIOI'OBOI PEAKIii, PECTPUKIIHHOIO aHAJIi3Y T4 €JIEKTPO(POPEIY B ArapO3HOMY I'eili. OTPUMAaHi CUTHA-
JIU IOPiBHIOBAIN 3 MAPKEPAMU JOBKUH i IETEKTYBAJIN PO3MIPU OTPUMAHUX (PPATMEHTIB.

Pesyasrary. V 2 (10 %) XBOPUX BUSABICHO MIHOPHY MyTaliito H63D rena reMoxpoMaTosy y IeTepO3UrOTHOMY
crami, B 1 (5%) — minopmy myrarito H63D rena HFE y romosurornomy crani (H63D/H63D), 110 € JJOKa30M
CITaJIKOBOI'O T€MOXPOMATO3Y.

BucHoBKkH. OCHOBHHUMM KPUTEPIAMHU BiJOOPY B I'PYITY HiIBUILECHOIO PUBHUKY I110JIO TEMOXPOMATO3Y € XPOHid-
Ha TIEYiHKOBA MATOJIOTiA, BiITOBiAHA CIIAKOBA OOTSLKEHICTD y POANHI TPOOGAHAA, IEBHI KIiHIKO-TIapaKIiHiyHi
3MIiHM T4 MJIBUIIIEHUI PiBEHb CUPOBATKOBOI'O 341134 Y KPOBi. BIPOBA/DKEHHSA TECTYBAHHA IT€HETUYHHX MAPKEPIiB
CXWJIBHOCTI IO CIAJKOBOI ITATOJIONIT JIOJAUHHU, 30KpEMA JIO CIAJIKOBOIO I'€MOXPOMATO3Y, € IEPCIEKTUBHUM
HAIPSAMOM, KN HEOOXITHO PO3BUBATH.

KIro49oBi €JI0Ba: TEMOXPOMATO3, MOJIEKYIIPHO-TEHETUYHI JOCTIPKEHHS, PIIKICHI 3aXBOPIOBAHHS, CII4/IKOBi
XBOPOOH, XPOHIYHA NEYiHKOBA MATOJIOT .

(¢izionoriuHoI0 BTPATOO 3aji3a MPU MEHCTPYAIlii.

: ;orﬂﬂﬂy Ha 3HAYHY 3alliKaBJIEHICTD JIiKapiB Pi3-
HacJiiaku nprckopenoi KuikoBoi abcopOilii 3asisa

HUX MEJUYHUX CHeHi&HbHOCTEﬁ HpO6JI€MOIO re-

MOXPOMATO3y aKTyaJbHUM 3aBAAHHSIM € yIOCKOHA-
JIEHHST JIIalHOCTUKU I[bOTO CITAJIKOBOTO 3aXBOPIO-
BaHHs, MO AomToMOoKe (haxiBIsSIM SIKOMOTa paHilire
BUSIBJISITHU ITIO PiZIKICHY ITATOJIOTIIO0 3 METOTO Tpodi-
JIAKTUKM i1 TSCKKAX HACIITKIB.

Temoxpomaro3 (CMHOHIMU: MIrMEHTHUN IIUPO3,
6poHsoBuii riabert, cuaepodisisy, curapom Tpyasbe —
Ano-ITocdhdapa) — craikoBe 3aXBOPIOBAHHS, STKE Xa-
PaKTEPU3YETHCS MOPYIIEHHSAM OOMiHY 3a/1i30BMic-
HUX TTMEHTIB, MIJIBUIIIEHUM YCMOKTYBAaHHSAM Y KU-
MIEYHNKY 37732 1 HAKOMMUYIEHHSIM MOTO B TKAaHWMHAX 1
oprafax 3 PO3BUTKOM OPTaHiyHUX 3MiH [3].

Haituacrinie reMoXpomaros TPaIuisSiEThesi B 0Ci0O
YOJIOBIUOI CTaTi, Pijillie — y JKiHOK, 1110 MOSICHIOETHCS

© 3.B. Ocanuyx, I. P. Akoran, T. B. Makyx, 1. 5. Kosanis, H.1. Kinepa,
T C. Yaitkoscbka, 2013

Ta 0ro HAaKOMMYEHHS Y PISHUX TKAHWHAX 3a3BUYAl
KJTIHIYHO BUSBJISIOTHCS Y 3pijioMy Biti [2].

3a eTioJIoTIEI0 TEMOXPOMATO3 MOXKHA KIacuDiKy-
BaTU Ha IIEPBUHHUIT (PO3JIajl, yCIaaKoBaHuii abo re-
HETUYHO JIeTEPMiIHOBAHWI ) Ta BTOPUHHUU (3aXBO-
proBaHHs1, HaOyTe IPOTATOM JKHUTTsSI). Y YOJIOBIKIB
KJTIHIYHI BUSBHU 3’ SIBJISIOTHCA TIePEBAYKHO Y Bitli 30—
50 pokiB, y :kiHOK — micsst 50 pokiB. Y moryJisiii
JIOMiHY€ MaJio- Ta GE3CUMITTOMHUN 1epedir 3aXBo-
pIoBaHHSA. SKINO iarHO3 BYACHO HE BCTAHOBJIEHO,
TO 3aJ1i30 HATPOMA/IPKYETHCS B TKAHWHAX 1 OpraHax,
1110 MOJK€ TTPU3BECTH JIO TIeYiHKOBOI HEIOCTATHOCTI,
HaHKpeoTraTii, [iabeTy, OPYIIEHHS CEPIEBOTO PUT-
My, apTpoliaTiii, iMIIOTeHIIil, paHHbOI MEHOIIay3H,
HE0CTATHOCTI U TOTIOAI0HOT 3a71031 [ 3].

V miteit 31€61bIIOTO AIarHOCTYIOTh MTEPBUHHMIA
CITQJIKOBUIT reMoXpoMaro3. BTopuaHUI TemMoxpo-
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MaT03 MO’Ke€ BUHUKATU Ha TJi IHTEHCUBHOI Teparii
nperapaTtamMyu 3aji3a Ta Iicjsd YUCIEHHUX TeMO-
Tpancdysiii [5, 6].

Haituacrimie nmepBUHHII reMOXPOMAaTO3 ITOB s13a-
Huif i3 ABoma myTanigamu B reri HFE — C282Y Ta
H63D. Ien HFE kozye nporein, noaiouuii 3a 6ymo-
BOIO 710 MOJIEKYJI | Ky1acy TOTOBHOTO KOMILIEKCY Tic-
TOCYMICHOCTI, KM B3AEMOJIIE€ 3 PEIIEIITOPOM TPaH-
chepuHy i peryaioe BCMOKTYBaHHS 3a7Ti3a Y TETISIX
TOHKOTO KHIIIEYHHKA [5].

Pipmte mpuymHy 3aXBOPIOBaHHS MOB'SI3aHi 3 My-
TallisIMU B 1HIITUX IeHaX, 3rPYNOBAHUMU Y CBOEPIJI-
HY KaTeropilo <«HEKJIACMYHOTO CIaIKOBOTO TeMO-
XpoMaTo3ys, dKi e HazuBaioTh «HFE-nemos’s13a-
HUIT CIaZIKOBUI reMoxpomaTtos» abo «ie HFE-re-
Moxpomatos» [1, 5]. [lo HuX HajesKkaTh TeMOXpoMa-
TO3 1 TUITY — <«KJIACUYHUI», TUITY 2A — reMoXpoMa-
TO3 HEMMOBHOITHIX, THIY 2B — remoxpomaTo3s tmif-
JITKIB, reMoxpoMaTo3d tumy 3 i 4 (adpuxaHcbka
(opma), HeoHaTaNBHUIT TEMOXPOMATO3, alEepyJso-
IJIa3MiHeMis, BpoMKeHa aTpaHchepuHeMid Ta
GRACILE-cunapom (mysxe piakicuuii). bimbiricTb
THUIIIB CIIAJIKOBOTO TEMOXPOMATO3Y YCIAJAKOBYIOTh-
€51 32 aBTOCOMHO-PEIeCUBHUM THUIIOM 1 Junie 4-ii
THUTI — 32 aBTOCOMHO-IOMiHAHTHUM [7].

3a KIiHIYHIM [IepebiroM reMoXpoMaTos 371e61b-
IITOTO TIOIJIAIOTh Ha Taki (hOpPMIU:

1) nmatenTHys;

2) 3 He3HAUHUMHU (HecTIenniYHUMY ) BUSBAMT;

3) 3 TsKKUM repebiroM i dataJbHUMU HACTI-
kamu (y IOPOCJIUX — Y 33J]aBHEHOMY BUTIAIKY, V ITi-
Tell — «HeOHATAIIbHUN TeMOXPOMAaTO3» ).

3a BiACYTHOCTI cneln®)ivHNX KIIHIYHUX BUSBIB
IIPH TIZ03Pi Ha TeMOXPOMATO3 XBOPOMY HEOOXiIHO
TIPOBECTU MEPBUHHI JOCTIIZKEHHS:

1) 36ip meTaabHOro CiMeiiHOro aHaMHE3y 00
Pi3HOI TATOJIOTII TIeYiHKY y poandiB (iiomaTmaHmit
remnaTuT, UPO3 Ta PakK), 0COOJUBO Y TOEAHAHHI 3
BUCOKUM PiBHEM (710 40 %) CMEPTHOCTI TIX XBOPUX
y Bimi 10 50 poxkis;

2) naboparopHi TecTH I BU3HAYEHHS PIiBHS
3aJri3a B opraniaMmi. Busnauenns piBHst heputuny —
1€ JIOCUTh JICHIEBUH 1 JIETKOAOCTYITHUIA CIIOCiO mepe-
BipKM, SKUM 3/IHMCHIOIOTH PYTUHHUM iHBAa3WBHUM
MetoztoM. OiHaK OCHOBHOIO ITPOOJIEMOTO TIPH BUKO-
PHUCTaHHI IIbOTO METO/Y K iHIMKATOPa HAKOITNYEH-
HSI 3aJ1i3a € Te, M0 PiBeHb 3aJ1i3a 3a iHIINUX 3aXBOPIO-
BaHHSIX TTE€YiHKH, HUPOK Ta PaKy MOsKe OyTH ITi/[BH-
meHnM 0e3 6e3MocepesIHbOro 3B’sI3Ky 3 TeMOXPOMa-
TO30M.

[TokazoBuM JTaOOPATOPHUM KPUTEPIEM TIEPEBaH-
TaKEHHS 3aJ1i30M OpPraHi3My € caTypailist TpaHcde-
puny 10 40 %. Y nmiTeit MeKOBUIT piBeHD (hepuTUHY
JUIS TJI03pU [P0 TIePeBaHTaKEHHS 3aJ1i30M J10Ci
TOYHO He BU3HAUYeHWH (€ faHi mpo pedbepeHTHi 3Ha-

JeHHs (hepUTUHY JJII XJIOMIIIB i IiBYAT PISHOTO BiKY
B miarnasoHi Biz 20 10 75 Hr /Ml IIpH caTypallii TpaHc-
deprny Bix 20 1o 40 %), Tozi SIK 71T KIHOK BiH cTa-
HoBuThb 200 Hr/MJI, 17151 9010BiKiB — 300 HT/MUT;

3) MarHiTHO-pe30HaHCHY ToMorpahilo — I BU-
SIBJIEHHS ITiJIBUIIIEHOTO IEIOHYBaHHS 3aJ1i3a B TIEUiHIIj;

4) Giorciio 3 TICTOIOTIEI0 TKAHUHY TTeUiHKK (He
ITOKa30Ba y JiTeil, ToMy 110 0 14 pOKiB IMeYiHKOBHIl
iHJeKC 3afi3a He iHGOPMATUBHUM, 32 BUHATKOM
xBopoOu Binbcona);

5) MOJEKyIAPHO-TEHETHIHE JOCTIUKEHHS —
HAUTOUHININI METO/ /IJIs1 IIarHOCTUKU TeMOXPOoMa-
TO3Yy [5].

Anamniz rera HFE (3a momomMororo reHETHYHOTO
TeCTYBaHH: ) A€ 3MOTY MiATBEPANTU KIIHIYHUH [Ti-
arHo3 TeMOXpPOMATOo3y Y JIiTell Yn JOPOCIUX Ha J10-
KJIHIYHIT (JTaTeHTHIiT) cTaIii 3aXBOPIOBAHHST, 0C00-
JIUBO $SIKITIO BiZIOMi BUTIQJIKM 3aXBOPIOBAHHS Cepejl
wieniB cim'i. Jlocmimkysani aneni rena HFE y 80 %
BUIIAJIKIB YKa3yIOTh HA HASIBHICTh TeMOXPOMATO3Y Y
MAIli€HTIB, TIPOTE HETATUBHUN Pe3yJIbTaT MO0 Ha-
gaBHocTi MyTaitiil y reni HFE He BukJiodyae 3axBo-
PIOBAHHS Ha TeMOXPOMATO3, TOMY, IPOBOITIU TeHe-
TUYHI JOCJTiKeHHs], OakaHO TaKOXK MapajebHO
OITIHUTH 1HIIII 3a3HAYEH] TOKA3HUKH.

Hagswicts myTarii C282Y rena HFE nmpusBoauTh
710 TSOKUUX HACIIKIB, a TeHoTHT C282Y /C282Y Mae
Hal6LIbIIy neHeTpanTHicThb. OnHaK y OLIBIIOCTI HO-
CiiB I1bOTO TEHOTHITY XBOp0oOa He MaHidecTye. Ocobu-
Hocii renotunis C282Y/H63D i H63D/H63D Ta-
KOK MaIOTh TiABUIIEHU PU3UK HATPOMA/[?KEHHSI 3a-
JIi3a, omHaK XxBopoba MaHiectye meniie HixK y 1 %.
Taxkum YMHOM, HAPi3HO TEHETUYIHI TECTU HA TEMOXPO-
MaTo3 IBUJIIIE BU3HAYAIOTH MOKJIUBICTD 3aXBOPIO-
BaHH4, HIXK caMe 3aXBOPIOBAHHA [4].

Y MoJ1010My Billi TeMOXPOMATO3 3e01IbIIOr0 Mae
GescuMrToMHIi Tiepebir (JateHTHy (hopMy), X0da
MOJKYTbh TPATLIATHCS i HecTrelndivHi KIiHiuHi BUSIBU:

1) saraibHa cJa0OKICTh, IMBUAKA BTOMJIIOBAHICTh
1 COHJIMBICTD;

2) BTpara Macu Tijia Ta acTeHis;

3) dYacTi HOCOBi KPOBOTeUi;

4) Habpsiku i 6is1b y cyriobax;

5) rineprirMeHTallist IIKipH,
JIOHOK 1 CITKIBKH;

6) apuTMis, KapioMmionaris, BUSIBU CEPIIEBOI He-
JIOCTATHOCTI;

7) 6inb y JKMBOTI, TMaHKpeaTOHaTist, IyKPOBUI
niaber;

8) sHmkeHHS QYHKIII IUTONOAIOHOI 3a71031;

9) maToJI0TisI HEPBOBOI CUCTEMH, ATIOTIENTis [4, 5].

Jlis  [IiarHOCTHKKM TeMOXPOMAaTO3y HeoOXiIHO
MTPOBECTH TaKi IOCIIKEHHST:

1) xaiHiYHII aHaTI3 KPOBi (TeMOTI06iH TP Te-
MOXPOMATO31 — B M€KaX HOPMU );

can30BuX  0060-
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2) Gioximivni gocipKeH st QYHKINT TediHKy Ta
MiINIJIYHKOBOI 3271031, CEPIEBO-CYJIMHHOI CUCTe-
MU, OTIOPHO-PYXOBOTO amapary, MyHKIli MUTOIO-
ni6Hoi 3amosu (piBeHb TEYiHKOBUX (hepMEHTIB
(AJIT, ACT), nyxnoi ¢ocdarazu (JID), nporei-
HOoTpaMa, KoaryJorpama, Jimigai ¢paxiiii, piBeHb
IIYKPY B KPOBI, rocTpoha3oBi MOKA3HUKHU, PiBEHBb
ropMoHiB muronogibnoi samosu (TTT, BinbpHMiA
T4) Tain.);

3) Y3-mocmimkeHHS TIEUiHKW, MiAILTYHKOBOI
341031, CEPLs, LUTONOAIOHO] 3271031,

4) enexrporapmiorpama (EKT);

5) penrtreHorpadist ypaxeHux cyriaobiB Ta rpyj-
HOI KJITKH;

6) KOHCyJBTaIlil By3bKUX CIIEIiaJlicTiB (TacTpo-
€HTEepOJIOTa, Kap/lioJIoTa, EHJOKPUHOJIOTA, PEBMATO-
JIOTQ, HEBPOJIOTA).

VYei momaTkoBi maboparopHi Ta iHCTpyMeHTaIbHi
JOCTIIPKEHHsT 3a1e5KaTh Bifl 1epebiry i CUMITOMIB
3aXBOPIOBaHHS [4, 5.

3a BIZICYTHOCT] PaHHBOI 1IaTHOCTUKHU TA a/IeKBaT-
HOTO JIIKyBaHHS 3aXBOPIOBAaHHS MOXKE TPU3BECTH
110 TSDKKUX KJIIHIYHUX BUSBIB Ta YCKJIATHEHDb — I~
pO3y TEYiHKH, CepleBoi HeA0CTaTHOCTI, aiabery,
apPTPUTIB Ta TEMATOIEMOIAPHOT KaprmHomu |1, 5.

Huni ebextuBHa mpodisakTika po3BUTKY 3aXBO-
PIOBAHHS Ta HOTO YCKIATHEHD TPYHTYETHCS HA TAHUX
cimMeliHOTO aHAMHE3y Ta MOJIEKYJIIPHO-TEHETUIHOTO
JIOCJTKEHHST XBOPOTO i fioro poanyis [ 1, 5].

Mera pob60OTH — TPOBECTH CEJIEKTUBHUN CKPH-
HIHT XPOHIYHOI TeYiHKOBOI MATOJOTIl Ta MOJEKY-
JISPHO-TEHETUYHI JOCTi/IKEHHS BUTIAJIKY TEMOXPO-
MaTo3y.

Marepiaau Ta MeTOAU

[TpoTsirom 2012 p. Ta nepiroro kBaprany 2013 p.
MIPOBEIEHO AHAMI3 KIIIHIYHAX JaHUX Ta MapaKkIiHid-
HUX TTOKA3HUKIB 45 XBOPUX, IEPEBAXKHO JIOPOCITIOTO
BiKY, 3 XPOHIYHOIO renato6iiiapHoIo Ta TTOEAHAHOIO
[aTOoJIOTi€I0, sIKi IepeOyBaJjii Ha CTallilOHAPHOMY JIi-
KyBaHHI y TaCTPOEHTEPOJOTITHUX BiIIIIEHHAX JIi-
KapeHb M. JIbBoBa. BciM maitieHTaM 1mpoBeieHo KJii-
HIYHUIT OrJIsi/T, Tab0PaTOPHI, IHCTPYMEHTaIbHI 10C-
gijpkennd. Ilig yac anasi3y po/lOBOIIB 3BepTaIn
yBary Ha HasBHICTb XPOHIYHOTO TEMATUTY, IUPO3Y
MEeYiHKM Ta OHKOJIOTIYHOI MaToJIOTil MeYiHKA Y
POINYIB.

Hocmimxennsa myramiit C282Y ta H63D rena
HFE mpoBogunau 3a A0mOMOTOI0 METOMY TOJIiMe-
Pa3HOI JIAHITIOTOBOI peakilii, peCTPUKIIHHOro aHa-
Ji3y Ta esekTpodopedy B araposHomy resi. OTpu-
MaHi CUTHAJIN TTOPiBHIOBAIM 3 MapKepPaMy JIOBKUH
1 BU3HAYATU PO3MipHU OTPUMaHUX (hparMeHTiB.

Otpumani pesyJsraTii 00POGJISIIN CTATUCTUYHHI-
MU METOIaMMU.

PesyabraTtn T2 00roBOpeHHs

Haiiuacrinie y maii€HTiB peecTpyBajd CKapru
Ha 3arasibHy cirabkicts (q=0,80), 6isb y cyriaobax
(q =0,73), yacri 60 B xusori (q=0,71), rosoBHKi
6ib (q=0,61) i migBuery BrommoBanicTs (q=0,57).

ITpoBemero moraubAeHUHA KIiHIKO-TTapaKkIiHiu-
HII aHAJTI3 YCiX BUTIA/IKIB rematobiiapHoi ta moej-
HaHoi natosorii. IIpyu KJAIHIYHOMY OIJISII XBOPUX
HaifyacTilne BUSBJISIN 301/IbIIEHHST PO3MIPY MediH-
KU 1i gac nasbnaiii (q = 0,88), mirMenTartiio 1mkip-
HUX okpuBiB (q=0,65), 36iJablIIEHHST PO3MIPY ce-
sesinkn (q = 060), muTonoai6HOo1 371031 MIPH TMaJIb-
martii (q=0,53).

Amnaniz ganux Y 3/1 BUSBUB, 10 Y XBOPUX TIEpe-
BaykasTi exorpadiuti o3HaKK 301JbIIEHHST PO3MIPIiB
ta/a6o cTpyKTypHi aminu medinku (q = 0,90), maTo-
JIOTiUHI 3MiHU koBUHOTO Mixypa (q=0,82) Ta Ti-
nepiiasis ta/abo 3MiHa CTPYKTYPH IUTOIOAIOHOT
sanosu (q=0,61). JTaboparopHi saHi BKasyBaju Ha
migsuinennst pius JID (q=0,73), AJIT, ACT
(q=0,72), BigxureHHA [MaHUX KOaryJorpaMu
(q=0,70). Pazom 3i aminamu na EKI (q=0,63) i
(YHKITIOHATIBHUX MOKA3HUKIB MUTOMOMIOHOT 32710~
3u (q=0,57) 11e CBiUMIIO TIPO HASIBHICTH XPOHIYHOI
MTeYiHKOBOI TTATOJIOT1 1 THPOTIATII.

[IpoBenenHst  KJIHIKO-T€HEATOTIYHUX  JIOCJIi]I-
JKeHb TPYHTYBAJIOCS Ha peTesibHOMY 300pi aHam-
He3y 3 ypaxyBaHHSAM HAsSIBHOCTI y POJIMHI BUTIQ/IKIB
3aXBOPIOBAHD TEYiHKN (XPOHIYHOI TEeYiHKOBOI He-
JOCTATHOCTI, 0COOJMBO [0 KiHI He BepudikoBa-
HUX TEMaTUTIB, IUPO3iB Ta OHKOJOTIYHOI 1TaToJIOTii
MEYiHKN ), apTPUTY, IIYKPOBOTrO jiabeTy, 3aXBOPIO-
BaHb CEPIIEBO-CYIUHHOI CUCTEMU Ta TTATOJIOTI1 IITH-
TOMOIOHOI 3271031,

YV rpymi obcTekeHnx 0cib 00TsKeHn ciMeitHI i
aHaMHe3 3a [TaTOJIOTIEIO MEeYiHKY Bi3HaYeHO y 47 %
obcTesKeHnX XBopuX, v 18 % — nmpos medinku. [Ta-
TOJIOTiS IMUTONOAIOHOI 321031 Masa micie v 42 %
POIUYIB Pi3HOTO CTyTeH: cropifzHeHocTi. CepiieBo-
CY/IMHHI 3aXBOPIOBAaHHs OyJIN XapaKTePHUMMU JIJIsT
31% poaudiB, 3aXBOPIOBAHHS OMOPHO-PYXOBOTO
amapary — 11 29 %, 1ykposuii giabet — st 7 %.

[IpoanamnisyBaBIm KJIiHIKO-TTapaKJIiHIYHI O3HA-
KU Ta TeHeTUYHi 0COOJMBOCTI POJOBOIIB XBOPHX,
mu chopmyBasu miarpyny naiientis (19 (42 %)),
SIKUM OYJIO JIOTIJIBHO TIPOBECTH BU3HAYEHHST PiBHS
CHUPOBATKOBOTO 3aJ1i3a /IJid CEIEKTUBHOTO CKPUHIH-
ry. ITizBuiiieHa KOHIIEHTPAIlid CUPOBATKOBOTO 3aJIi-
3a laBaJia MijICTaBy 3 BUCOKOIO HMOBIPHICTIO OUiKY-
BaTH MO3UTUBHUX PE3YJIBTATiB MOJEKYJIIPHO-TeHe-
TUYHUX JIOCTIKEeHb TeMOXPOMATO3Y.

Y 5 (26 %) narientis 1€l miArpymny piBeHb cH-
POBAaTKOBOTO 3aji3a TIEPEeBUIIyBaB HOPMY. Y
2 (10 %) XBOpUX 32 JIOMIOMOTOI0 MOJIEKYJISIPHO-Te-
HETUYHOI [ETEKITil BUABJIEHO MIHOPHY MYTAIIifo
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H63D rena remoxpomartody HFE y rereposuror-
nomy crani. B 1 (5%) Bunajaky 3adikcoBano wmi-
nopuy mytaiito H63D rena HFE y romosurorno-
my crani (H63D/H63D), 1o € 6e33amiepedtnm 10-
Ka30M CITaJIKOBOTO remMoxpomarosy. Ommc I1boro
BUIIQ/IKy HaBe/IEHO HUKYE.

Xeopa T. A., 1996 poky napoodrcenms, IpOKUBAE Y
M. SBopis JIbBiBehbKOI obmacti. TocmitanizoBana y
nepure Bigginenus JIbBiBCbKoI 001aCHOI AUTSIYO]
KJIHIYHOI JIiKapHi 31 cKapramMu Ha epiognyHi cad-
KiCTh, HYJIOTY, TOTAaHUI alleTUT, TSUKKICTD Y MiJISTHIT
npasoro mizpedep’s. XBopie MPOTAroM ABOX POKIB.
3 noxibHUMU CKapraMu HEOJHOPA30BO 3BEPTAIACs
3a MicileM MpOKMBaHHsI Ta TepedyBaia Ha CTaIfio-
HapHOMY JIiKyBaHHI Y TaCTPOEHTEPOJIOTIYHOMY BiJl-
JisieHHi JABOPiBCHKOT pallOHHOI JiiKapHi, /e 111 BcTa-
HOBJIEHO /IiaTHO3: XPOHIYHUM raCTPOIYOAEHIT 3 Til-
BUIIEHOIO  KUCJIOTOYTBOPIOBATBHOIO  (DYHKITI€ETO.
[IpusHavene 3riIHO 3 TPOTOKOJIOM JIKYBaHHS 1aBa-
J10 epexT mpoTsITroM 2—3 Mic.

OO6’eKTHBHO Y XBOPOI BiI3HAYEHO HE3HAYHY OJTi-
JICTh MIKIpHUX TTOKPUBIB, TEMHI KOJa Tiji 04nMa,
SKOBTO-OLIMI HaMIT Ha g3uUll, OOJIOUICTh IIiJi 4ac
nasbnamnii y npasomy migpebep’i. Ileuinka Bucry-
HaJia HusKJe 3a Kpail pebepHoi gyru Ha 2 cM. [Himmx
KJIHIYHIX 0COOJMBOCTEN Y MAIIEHTKU He BUSBJIE-
Ho. Y smabopaTopaux Ta Oi0XIMIYHMX IIOKa3HUKAX
kposi (AJIT, ACT, JID, I'TT, 6inipy6in (ppaxitiiio,
MpoTeiHorpaMa, i0HOTpaMa, KpeaTUHiH, CEY0BUHA,
peBMOIIPOGH, XOJeCTEePUH) MaTOJOTIYHUX BiIXu-
JeHb He 3adikcoBano. Ipu Y 3-o00cTeskeHHi BHYT-
pilnHiX opraHiB BUSBJIEHO He3HauHe 30iJIbIIEHHS
po3mipy meuinku (+1 cM) Ta MOCUJIEHHS €XO-CUT-
HaJTiB BifI il mapeHxiMu, O3HAKM 361/bIITEHHS PO3Mi-
Py SKOBYHOTO MiXypa Ta 3acTOIO JKOBYI I10 3a/IHil
cTifmi. Po3mip Ta cTpyKTypa MMTOMOAIOHOI 3510~
3u — 06e3 ocobmusocreit. DT/C: epuremarosHa
racTpOyO/IeHOTIATIs, Jyo/leHOTacTpaIbHuil ped-
aokc; pH-meTpist: miaBuUIeHa KUCJIOTOYTBOPIO-
pasibha (ynkitis. EKT: 6e3 ocobausocreil. Bukio-
YeHO WMOBIPHICTD iH(IKYBAaHHS TAIliEHTKU Bipyc-
HuMU TenatTutamu B ta C.

Ha mizicrasi pe3ysibratiB 00CTeKeHb ITiTBep/IKe-
HO TIOTIEePE/IHI 1iarHO3U: XPOHIUHUI racTPOIYyO/I€HIT
3 T IBUTTIEHOIO KUCJIOTOYTBOPIOBAIBLHOIO (DYHKITIETO,
NyO/leHOTacTpasIbHUI pedrioKc.

CimeiiHuii aHaMHe3 XBOPOI 00TSIKEHHIA 1010 Te-
narobiiapHoi maToJsorii. 3a ZOMOMOTOI0 KJIiHIKO-
TeHeAJIOTITHOTO AHAJTI3Y Y POIUYIB PI3HOTO CTYTIEHS
criopignenocti (y 6atbka Ta Jifa) BUSBIEHO BUIIA/I-
KM IMpo3y Ta paky nevinku. Ha mizcrasi komriex-
CY TIPOBEJIEHUX JIOCTI/IZKEHb MaIliEHTKY 3apaX0BaHO
JI0 TPYIIU PU3UKY MO0 TEMOXPOMATO3Y 1 ITpoBee-
HO CeJIEKTUBHUW CKPUHIHT — BU3HAUEHHS PIBHA CU-
POBATKOBOTO 3asi3a y Kposi. Ileil moka3zHmk cTano-

BUB 29 MMOJIb/J, O TIEPEBUIILYBAIO HOPMY (171
xKinok — 10—20 mmoun /). Carypartist Tpancgepu-
Hy ctaHoBuJIa 38 %.

[TizxBuIeHN BMICT CMPOBATKOBOIO 3aJ1i3a Ta Me-
JKOBUI1 piBeHb caTypallii TpaHchepuHy B KpoBi OyB
MiJICTaBOIO JIJIS TIPOBEJICHHS MOJIEKYJISPHO-TeHe-
tuyHoro anamisy myrariit C282Y ta H63D rena re-
moxpomarody HFE. ¥V pesyabrari mosexkysisgpHo-
TeHETUYHO] JIeTEKIIii y MaIli€eHTKN BUSBIEHO MiHOP-
ny myraiito H63D rema remoxpoMaTo3y y roMO3H-
rorHomy ctani (H63D/H63D).

3 orJIsAly Ha MOJIEKYJISIPHO-TEHETHYHE TTi/ITBEP-
JUKEHHS CITQJIKOBOTO TeMOXPOMATO3y, racTpOeHTe-
posioroM OyJIo MPU3HAYEHO BiAMOBiAHE JTiKYBaHHS:
Ji€Ta 3 0OMEKEHHSM MPOAYKTIB, sIKi MICTSATB 3a/1i30
i GaraTi Ha Oin0K, perynasapi ¢ueboromii (pas Ha
TIDKIEHb) Ta mpernapat <«/lecdepany, akuii 38’a3ye
3aJ1i30 1 BUBOJIUTH HOTO 3 OpraHi3aMy. 3aBIsKU Tepa-
Iii CTaH XBOPOi 3HAYHO MOJITIIUBCSA: KOHTPOJbHUI
piBEHb CHPOBATKOBOTO 3ajli3a 3HU3WBCS JI0 HOP-
MaJIbHUX TOKa3HUKIB (17 MMomb,/m). XBopa cTana
3HAYHO aKTUBHIIIIOIO, 3HUKJIM O3HAKH IHTOKCHUKAILI],
6iJtb y paBiil migpeOGepHiil AiISHIII.

/lucnancepHuii Harysi/T peKOMEH/I0BaHO 3/1ilic-
HIOBATHU TIPOTATOM KUATTA. [[Biui Ha pik XBOPY Ma-
I0Tb OTJISI/IATH TEPAIIEBT, TACTPOEHTEPOJIOT, TEHETUK
ta innn cuenianicru. O6CAr KOHTPOIbHO-A1arHOC-
TUYHUX OOCTEKeHb (BM3HAYEHHsI PIBHS CUPOBAT-
KOBOTO 3aJji3a Ta carypaiiii Tparachepuny — 1 pas
Ha pik a6o yacrime mmicias paeboromii). T 3asHa-
YeHi JI0CIIKEHHST TPOBOANTY 3aJI€KHO Bijl epebi-
Iy Ta KJIHIYHUX BUSBIB 3aXBOpIOBaHHS. MoJieky-
JIIPHO-TeHeTUYHEe 00CTeKEeHHs TPOBOAATh 1 pa3 y
SKUTTI.

Hagsezeni mani migTBEepAMIN BaKINBICTh 3aCTO-
CyBaHHsI Po3pOOJIEHNX KPUTEPIiB 3 METOIO MPOBeE-
JIEHHS CEeJIEKTUBHOTO CKPUHIHTY MAIli€HTIB /I MO-
JIEKYJISIPHO-TeHeTUYHOI feTekrii myTariit C282Y Ta
H63D rena remoxpomarosy HFE.

Cepe BizibpaHux 3 OCHOBHOI rpy1u (45 marfieH-
TiB) 3a JIOTIOMOTOIO CEJIeKTUBHOTO CKPUHIHTY BHU-
nazikiB y 2 (10 %) XBopHX 3a JJOIMOMOTOIO MOJIEKY-
JIAPHO-TEHETUYHOI JIeTeKIlii BUABJIEHO MIHOPHY
myTaiiio H63D rena reMmoxpomaTo3y y reTeposu-
rotHomy crati, a B 1 (5 %) BUnajaKy — MiHOpHY My-
tanito H63D rena HFE y romosurornomy crami
(H63D/H63D), 1o € BaroMmm /10Ka30M CIIaJIKO-
BOTO T€MOXPOMATO3Y.

BucHoBku

[IpoBeneni gociKeHHST BUSIBUJIN, 1110 OCHOBHU-
MU KpPUTepisMU BigbOPy [0 IPyNu MiABUIEHOTO
PU3UKY MIOZI0 TEMOXPOMATO3Y € XPOHIUHA MTETIHKO-
Ba IaTOJIOTis y XBOPOTO, BiAIMOBiAHA cHagKoBa 00-
TSKEHICTh Y POAMHI MpobaH/a, eBHI KJIiHIKO-Ta-
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PaKJIiHIYHI 3MiHN Ta MiBUNIIEHUI PiBeHb CHPOBAT-
KOBOTO 3aJ1i3a y KPOBi XBOPUX.

TecTtyBaHHA TEeHETUYHUX MAaPKEPIB CXUIBHOCTI
JI0 CITa/IKOBOI TIATOJIOTI1 JIIOJIMHU, 30KpeMa JI0 CIaJl-

KOBOTO T€MOXPOMATO3Yy, € MePCIEKTUBHUM HAIIPS-
MOM, SIKHI HeoOXiHO MPOJOBKYBaTH PO3BUBATH i
BIPOBA/UKYBATH Y KJIIHIYHY TPAKTUKY TaCTPOEHTe-
POJIOTIYHUX BijI/liJIeHb.
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I'V <MIHCTUTYT HACIEACTBEHHOI ITaTonoru HAMH YKkpauHbl», JIbBOB

COBpCMCHHaﬂ AUATHOCTHUKA HACJICACTBCHHOI'O I'CMOXPOMATO34

IHeab — NOPOBECTU CENEKTUBHBIM CKPUHUHI XPOHHUYECKOM MEYEHOYHOW ITATOJIOTUU U MOJIEKYIAPHO-
TE€HETUYECKOE UCCIIEJOBAHUE CIy4as FEMOXPOMATO34.

MarepHuaabl 1 METOABL. [TpOBEICH aHAIN3 KIMHUYECKUX JAHHBIX U MAPAKIMHUYCCKUX [IOKazarenen 45
OONBHBIX, IPEUMYIIIECTBEHHO B3POCJIOTO BO3PACTA, C XPOHUYECKOH T'eaTOOMINAPHON 1 COYETAHHOM IATO-
JIOTHUEMN, KOTOPBIE HAXOJWUINCH HA CTAIIMOHAPHOM JICYEHUHU B IACTPOIHTEPOIIOTUYECKUX OT/ICJICHUSIX OOTb-
HUI] T. JIbBOBA. VYET KOMIUIEKCA KIMHHUKO-TIAPAKINHUYECKUX MTPU3HAKOB U T'€HETHYECKUX OCOOEHHOCTEH
IALIMEHTOB ITO3BOJWI C(POPMUPOBATH MOAIPYIIITY JIUIL, Y KOTOPBIX LEIECOOOPA3HO ObUIO ONPEAEIUTH YPO-
BEHb CBIBOPOTOYHOTO JKeJIe3a ISl CEJIEKTUBHOTO CKPUHUHTA. B MCC/IeTOBAHUN MCTIOIB30BAHBI TAKHE METO/IBL:
MOJIEKYSIPHO-TEHETUYECKUH, KINHHUYECKUI, KINHHUKO-TEHECATIOTHUYECKU, MEIHUKO-CTATUCTUYECKUT.
Uccnenoanus myTariuit C282Y u H63D rera HFE mpOBOHIN C TIOMOIIHIO METO/[A TIOTMMEPA3ZHOM IETTHOR
PEAKIINHT, PECTPUKIIMOHHOTO aHATN34 M AJIEKTPOdOpE3a B arapo3HOM resie. [ToaydeHHbIe CUTHATBI CPABHU-
BAJIU C MAPKEPAMHU JITUH U OINPE/ICISUIN pa3Mep MOIyIEHHBIX (DPArMEHTOB.

Pe3yabsraThl. Y 2 (10 %) GOJIBHBIX BBLIBIIN MUHOPHYIO MyTaniuio H63D reHa reMoxpomarosa B IeTepO3UroT-
HOM CcOCTOSIHUH, V 1 (5 %) — MmuHOpHYIO MyTaruio H63D rerna HFE B romosurorrom cocrostiun (H63D/H63D),
YTO ABJIAETCSA JOKA3ATEILCTBOM HACIEICTBEHHOI'O TEMOXPOMATO3A.

BoIBOabI. OCHOBHBIMH KPHUTEPHSIMU OTOOPA B IPYIIITY HOBBIIIEHHOI'O PUCKA OTHOCHTEIBHO I'€MOXPOMATO32
SBISIIOTCA XPOHUYECKAs TEYCHOYHAST MATOJIOTUS], COOTBETCTBYIONIAs HACIECJCTBEHHAST OTSATOIMIEHHOCTb B
CeMbe MPOHAH/IA, OTIPEICTIEHHBIE KITMHUKO-TTAPAKTMHUYECKUE U3MEHEHHS U TTOBBIINIEHHBIM YPOBEHDb ChIBO-
POTOYHOI'O >K€jIe32 B KPOBH. BHEAPEHHE TECTUPOBAHHUS I'€HETUUECKUX MAPKEPOB CKIOHHOCTH K HACIE]-
CTBEHHOM MATOJIOTMH YEJIOBEKA, B YACTHOCTU K HACIEICTBEHHOMY I€MOXPOMATO3Y, SBJISETCS MEPCIICKTUB-
HBIM HAIIPABJIEHHUEM, KOTOPOE HEOOXOIUMO PA3BUBATD.

KirogeBnI€ CJI0BA: TEMOXPOMATO3, MONEKYIAPHO-TEHETUYECKHUE UCCIIEJOBAHMSA, PEJKUE 3a00IE€BAHMS, HAC-
JIEICTBEHHBIE OOJIE3HU, XPOHUUECKAS IIEYEHOYHAS TATOJIOTHSL.
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Z.V. Osadchuk, G.R. Akopian, G.V. Makukh, I. B. Kovaliv, N.I. Kitsera, G.S. Chaykovska
SI dnstitute of Hereditary Pathology of the NAMS of Ukraine», Lviv

Timely diagnosis of hereditary hemochromatosis

Objective — to perform the selective screening of chronic liver pathology and molecular and genetic investiga-
tion of a hemochromatosis case.

Materials and methods. The analysis has been performed for the clinical data and paraclinical indices in
45 patients of predominantly adult age, with the chronic hepatobilliary and combined pathology, who were
hospitalized in the gastro-enterological wards of the hospitals of Lviv city. The taking into account of the com-
plex of clinical and paraclinical signs and genetic peculiarities of the patients enabled to form a subgroup of
subjects, for whom the measurements of the serum iron for the selective screening. In the study the following
methods have been used: molecular and genetic, clinical, clinical and genealogical, medical statistical. The inves-
tigation of C282Y and H63D mutations of HFE gene was conducted with the use of polymerase chain reaction,
restriction analysis and electrophoresis agarose gel. The obtained signals were compared with the markers of
lengths and determined the size of the obtained fragments.

Results. The minor H63D mutation of hemochromatosis gene in heterozygous state was reveled in 2 (10 %) of
patients, in 1 subject (5 %) it was minor H63D mutation of HFE gene in homozygous state (H63D/HG63D), that
proves the hemochromatosis heredity.

Conclusions. The basis selection criteria in the group of the increased hemochromatosis risk are the chronic
liver pathology, corresponding hereditary loading in the family of a proband, definite clinical and paraclinical
alterations and the increased serum iron levels. The introduction of the genetic markers tests to define the pre-
disposition to the hereditary pathology, in particular to the hereditary hemochromatosis, is the perspective
approach which should be developed.

Key words: hemochromatosis, molecular and genetic investigations, orphan diseases, hereditary diseases,
chronic liver pathology.
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