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KJINHUKO-JTABOPATOPHBIE OCOBEHHOCTU KPUIITOI'EHHBIX
I[IAPPO30B IEYEHH! Y MAIIUEHTOB C TETEPO3UTOTHOM
MYTAIMUEN H63D TEHA TEMOXPOMATO3A.

YO «I'omenvckuii 2ocyoapcmeenviii MeOUyuHcKull ynusepcumemy, I omens

BBenenne. Xponuueckue auddysHbie 3aboneBanus nedenu (X/3I1)
JOCTaTOYHO IIMPOKO paclpOCTPaHEHbl cpeau HaceneHus. Haubosee wvacTbiM
HeOmaronpuatabiM ucxogoMm XJI3I1 sBnserca uumppos medenu (LIII) - Tsxenoe,
MajoKypabenbHoe 3a0osieBaHuE, B OONBIIMHCTBE CIy4aeB MPUBOASAIIEE K CMEpPTU
naruenTta. PacnpoctpanenHocts L1 yBenmuuBaercst Bo BceM Mupe, o0yciaaBiIuBas
pacTyliee BHUMaHue UccieoBaTeel K JaHHOW npobieme.

Tsxects L1 3aBUCUT OT pa3nuuHbIX (DaKTOPOB, B MEPBYIO OYepelb — OT
sTuonorun 3abonieBanusi. OJIHAKO HEPEIKO MPAKTUKYIOIIME BpauM CTAIKUBAIOTCS C
OTCYTCTBHEM SBHBIX TMPUYMH TMATOJOTUM Te4YeHH, B dToM ciydae [II1
KJaccuuImMpyeTcs: Kak KpuntoreHHbid. COmyTCTBYIONMIME HAPYIIEHUST MeTaboIn3Ma
— JIMOUAHOrO, YIJIEBOJHOIO W Jp. UMEKT 3HaueHus B mporpeccupoBanuu L{II. B
MOCJEAHUE JECATUIICTUS] UCCIEAOBATEISIMU PA3IUYHBIX CTPAH aKTHUBHO H3Yy4YaroTCs
TeHETHUYECKUE MPEAUKTOPhl MeTa0onnyeckux Hapymenuil. OgHum u3 Haubomee
YacThIX HACJIEACTBEHHBIX JE(PEKTOB SBIAIOTCS MYTallUd T€Ha TeMOXpOoMaro3a.
JlaHHbBIE MyTallid MOT'YT BBI3bIBATh CUHAPOM MEPETPY3KH HKEJIE30M - COCTOSHUE, NTPU
KOTOPOM HU30BITOYHO BCAChlBAEMOE B KHUIICYHHMKE >KEJIe30 OTKJIaJbIBa€TCSI BO
BHYTPEHHUX OpraHax, HNpHUBOJsA K HapymieHuto ux ¢yHkumid. M3 Bcex myrauui
HamOonblIee pacrnpocTpaHeHue umeer myramus H63D, npuBopsmias K 3aMeHe
aMUHOKHUCJIOTHl TUCTHAMHA B 63 mo3uuuu B Oenke HFE na acmaprar. [lannas
MyTalus JOCTaTOYHO IIMPOKO pacmpocTpaHeHa cpeau HaceneHus. [lo paHHBIM
Cusunikoit JI.H. u coaBrt., cpennss yactora mytaruu H63D B Pecniy6iuke benapych
coctaBiysieT 15,7% [1].

B OonbmmHCTBE cioydaeB Hajdu4he MPOCTOM TETEPO3UTOTHOW MyTaluu He
MIPUBOJUT K Pa3BUTHIO 3a00s1eBaHus. TeM He MeHee, TPEICTABIIAET UHTEPEC BIUSIHUE
JAHHOW TeHeTHYecKor mojioMku Ha TeueHue XJ[3II. ABcTpanuiickue ydeHbIe
MPOBOJAMIN OUEHKY BiusHust myramuii C282Y u H63D rena remoxpomaros3a, Ha
CKOPOCTB IPOrpeccupoBanus Xxponnyeckoro renarura C. Pe3ynbrarel uccnenoBanus
MoKa3ajii, 4TO Yy NalMeHTOB C OBICTPbIM NporpeccupoBaHueM ¢ubpo3a mnedeHu
yactota myranuid reHa HFE Obuta ouenp BbicOka u coctaBuia 64,2%, a y nuil C
MEJIJICHHBIM ITporpeccupoBanuem oomnesnu — 35,8% [2].

B wuccnegopanuun borym JI.C. npu reHotunupoBaHuu OonbHBIX XJI3II c
IIPU3HAKAMM CUHAPOMA IIEPErpy3KH JKEIEe30M YacTOTa I'eTEPO3UTOTHOW MYTaLUH
C282Y cocraBuna 7,6%, H63D — 30,7%, Ha ocCHOBaHUU 4Yero aBTOpOM OBLI CHCIIaH
BBIBOJ O 3HAYMMOM BKJIaJIe TE€HETUYECKUX IMOJIOMOK B (hOpMUPOBAHUU H30BITKA
Kesesa B opranuszMme [3].

Camoxonckass JLM. u coaBT. u3ydanu BIUsSIHUE MoJUMOpdU3Ma TE€HOB
LIUTOKMHOB M remoxpomaro3a (C282Y, H63D) Ha Temmbl OporpeccHpOBaHUs

104



Hay4Hble cTpemaeHus, 412

¢ubpo3a y OonpHbiXx XI'C. BbLIO BBISICHEHO, YTO HEKOTOpPHIC ajljiesid, B YHUCIE
koTopbix amwtens H63D rena HFE, acconmupoBaHbl ¢ OBICTPBIM MTPOTPECCUPOBAHUEM
¢ubpoza y narmenton ¢ XI'C [4].

Takum 00pa3oM, UMEIOIIMECS B JIMTEPAType AaHHBIE MMO3BOJISIOT TOBOPUTH 00
OTIpeICIICHHOM BIUsHUM NTPocThiX MmyTanuii reHa HFE na ¢popmuposanmue XJI3I1.

Ileny: U3YUYUTh KJIMHUKO-J1a00paTOpHbIE OCOOEHHOCTH TEUYCHUS
kpuntoreHHoro LI y manueHToB npu HanIM4uMyM OpPOCTOM T€TEPO3UTOTHOM MYTAIUU
H63D B rene HFE.

Martepuanasl M MeTOAbl. bbUIO MPOBENEHO KOMILUIEKCHOE 0OcCiIeqoBaHue
naureHToB ¢ {1, HampaBIEeHHBIX Ha KOHCYJIbTALMIO B MOJIMKIMHUYECKOE OTAEICHUE
I'Y «PHIILIPMuDY» wiu NMOCTYNHMBIIMX HA JICUEHUE B TACTPOIHTEPOJIOTHUECKOE
ornencHue Y «['omenbckas TopojacKas KauHudeckas: 0ombHHUIA Ne 3.

Bcero o6cnenoBano 35 manueHToOB ¢ KPUNTONEHHBIMH LIUppo3amMu neuenu (17
My>X4uuH U 18 xeHmuH). Jnarno3 LI1 yctanaBnuBancs Ha OCHOBaHUM KOMIUIEKCHOM
OILICHKU KJIIMHMYECKHX, JJA0OPATOPHBIX U MHCTPYMEHTAIBHBIX JAHHBIX, MOJTYYEHHBIX
npu obciienoBaHuu naueHToB. Kiace TsokecT 3a001eBaHusl OLIEHUBAJICS M0 LIKaJe
Yanng-I1sro.

['eHOoTHMIIMpOBaHME MAUMEHTOB Ui onpeneneHus myrauuii B reHe HFE
POBOJAMIOCH Ha 0a3e ILEeHTPaIbHOM HAYYHO-HCCIEA0BATEIbCKON J1abopaTopuu
I'omenpCcKOro rocyaapCTBEHHOIO MEAMIIMHCKOIO yHHMBepcurera ¢ nomouipro IITIP
ananmuzaropa Rotor-Gene 3000. B kadectBe Marepuania i HCCIEAOBAHUS
ucnonb3oBanack JJHK neiikonuroB, momy4eHHBIX U3 Mpo0 IETbHONW BEHO3HON KPOBH
o0cleTyeMbIX.

Cratuctuyeckass 00paOOTKa  JAHHBIX, TIOJIYYEHHBIX B  pe3yjibTare
UCCIIEIOBaHUs, NpoBoauiack B onepauuoHHod cpene «WINDOWS XP» ¢
UCIIONb30BaHMEM makera npuknagHelx nporpamm  «STATISTICA 7.0» wu
«MEDCALC Software.

Pacnpenenenne KOIMUECTBEHHBIX MPU3HAKOB OIIEHUBAJIOCH C MOMOIIBIO TECTa
[ITanmupo-Yunka n tecta JleBeHa Ha paBeHCTBO aucnepcuil. [Ipm HECOOTBETCTBHM
HOPMAaJIbHOMY paclpeeleHuI0 BIuucisuiach meanana (Me), munumansHoe (Min) u
MakcuManibHoe (Max) 3Hauenust, 25-i1 (Ql)u 75-i1 (Q3) mpouenTmwnu, 95%-Hbii
JoBepUTENbHBIN uHTEepBai (95% ).

AHaIM3 TNEPBUYHBIX JAHHBIX IO KOJMWYECTBEHHOMY WJIM Kauye€CTBEHHOMY
MPU3HAKY JBYX HE3aBHUCUMBIX BBIOOPOK OCYIIECTBIISUICS C moMolbio Tecta U
Manna-Yutau. Ilpu ananuze kauecTBeHHOro (OMHApHOrO) TPHU3HAKA JBYX
HE3aBUCHUMBIX BBIOOPOK MCIOJIB30BAJICSA METOJl JBYCTOPOHHETO TECTa TOYHOIO
kpurepuss Dumiepa. 3a KPUTUYECKUM YpPOBEHb CTAaTUCTUYECKOW 3HAYMMOCTH
MPUHUMAIIH BEPOSTHOCTH 0€301IMO0YHOr0 Mporuo3a, pasuyo 95 % (p < 0,05).

Pesyabratel um o0cyxaenue. Cpenn nanpeHTOB € KpunToreHHsiM LI
rerepo3uroreie Myranuun H63D B rene remoxpomarosa OblTM OOHApYXKeHBI y 9
(25,7%, 95% AU 12,5-43,3%) narmuentoB. Bee ocranbnbie (74,3%, 95% AU 56,7-
87,5%) OonbHBIC SBISUIHCH ToMo3uroramu rena HFE 1o amiremto aukoro Tura
(Hopma). ['oMO3UTOT IO MYTaHTHOMY aJUIEITO BBISBJICHO HE OBLIO.
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[To pe3ymbraraM TEHOTHUIIMPOBAHHUS BCE MAIMEHTHI OBLIM pa3leiCHBI Ha 2
rpynmsl: 1 — MalMeHThl ¢ HOPMAJTbHBIM T€HOTHUIIOM, 2 - T€TEPO3UTOTHI IO MyTaHHOMY
awtento H63D. Menuana Bo3pacta mamueHToB | rpymnmel coctaBuia 51,5 roma
(Min=36, Max=72), 2 rpymusl — 44 roma (Min=27, Max=73). I'pynnsl ObLIH
CpPaBHHUMBI 110 BO3PACTY, CTATUCTUYECKU 3HAUMMBIX paznuduii He Obuto (p=0,72).

Crenenp Tspxkectu LI y manuenToB ouenmBanace mo mkane Yainna-IIero,
CTaTUCTUYECKHU 3HAYMMBIX Pa3INYMil B TPYyMIIax BBISIBICHO HE ObuTO (Tabmura 1).

Tabauya 1 — Pacnpeoenenue L[I1 no kniaccam masxcecmu

1 rpynna 2 rpynima
Knacc tsxectn n % n % p
Kmacc tsokectun A 5 19,2 1 11,1 0,655
Kiacc tsixectu B 8 30,8 4 44 .45 0,686
Knacc tsskectn C 13 50 4 44 .45 1
OCHOBHBIG CY6’LCKTI/IBHBI€ u HCKOTOpBIC O6’BCKTI/IBHBIC CHUMIITOMBEI,

BBISIBJICHHBIC TTPU 00CITIeIOBAaHUY TAIMEHTOB 00EUX TPYIII, OTPaKEHBI B Ta0IHIIEe 2.

Tabauya 2 — Knunuueckue nposisnenus {11 y nayuenmos

1 rpynna 2 rpynna

Iloxa3zarens 0 % 0 % p
CnabocCTh, MOBBINIEHHAS! YTOMIIIEMOCTh | 24 92,3 9 100 1
Koxnblii 3y11 9 34,6 5 55,6 0,432
TorHOTa 14 53,8 7 77,8 0,262
PBota 6 23,1 6 66,7 0,038
I'opeus BO pTy 16 65,4 6 66,7 1
Bois B mpaBoM nopedepre 19 73,1 8 88,9 0,648
CHIXeHue almneTnTa 12 46,2 6 66,7 0,443
Huapest 15 57,7 7 77,8 0,431
Becconnurna 22 84,6 9 100 0,553
COHIIMBOCTD 21 80,8 9 100 0,297
JlecHeBbIE KPOBOTEUEHHUS 12 46,2 8 88,9 0,048
[lonkoXHBIE KPOBOU3IUSHUS 15 57,7 6 66,7 0,712
OTexH HIDKHUX KOHEYHOCTEN 18 69,2 8 88,9 0,39
CHIXeHHe IaMATH 15 57,7 9 100 0,033
VBennueHune )XKUBOTa 22 84,6 8 88,9 1
Kenrtyxa 17 65,4 7 77,8 0,686
Crnenpl pacyecoB 0 0 3 33,3 0,013
Acuurt 17 65,4 7 77,8 0,686
ATpodust MBIIIIII 9 34,6 5 55,6 0,432
[leTexun, SKXUMO3BI 11 42,3 6 66,7 0,264
Teneanruoskrasuu 10 38,5 6 66,7 0,245
Jlumboanenonarus 4 15,4 2 22,2 0,635

AHaIM3Upys NOJNy4YEHHbIE JaHHBIE, CIEYEeT OTMETUTh, YTO HAMOOJIee YacThIM
KIIMHUYECKUM CHHJAPOMOM, BBISBJICHHBIM Yy IMAIlUEHTOB OOEUX TpymI, ObLT acT€HO-
BEreTaTUBHBIN CHUHJIPOM, MPOSIBIISIBIINICSA cJ1a00CThIO, MOBBIIIIEHHOM
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YTOMJISIEMOCTBIO M CHHXKEHHEM pabOTOCIOCOOHOCTH, HApYIIEHUSIMH HOYHOI'O CHA,
COHJIMBOCTBIO B JHEBHOE Bpemsi. boriee BbICOKasi 4yacToTa HapylIeHH naMaTu Oblia
BBISIBJICHA Y OOJIBHBIX 2 TPYIIbI, OJJHAKO 3TOT MOKA3aTeNlb JOCTATOYHO CyObEKTHUBEH
Y MOKET MO-Pa3HOMY OII€HUBATHCA MallMEHTAMH.

Takke ¢ J0OCTaTOYHO BBICOKOW YACTOTOW Yy TAIMEHTOB OOEWX TPYIII
BBISIBIISLJICS OoseBoil cuHApoM. Ilpu 3TOM BBIpak€HHOCTH OOJNM y OOJBUIMHCTBA
MAIMEHTOB OblJIa HE3HAYUTEIHHOM.

CuHapoM XxoJiecTasza, KIMHUYECKA OOBIYHO MPOSBIISIIONINICS KOXKHBIM 3YI0M,
MMeJ HECKOJIbKO OOJIBIIYIO PACIPOCTPAaHEHHOCTh CPEeld MAalMEHTOB BTOPOU IPYIIIBL,
COOTBETCTBEHHO TaKOW OOBEKTHBHBIN MPU3HAK KAK CJIEJbI PACYECOB HA KOXKE TAKKE
yaiie OOHapyKMBaJICd Cpeld MNalMeHTOB BTOPOW TPYMIbI, pa3inyusi ObUIH
cratuctuuecku 3HauuMbiMu (P=0,013). 3mech cineayer OTMETUTh, YTO aKTUBHOCTH
menoyHor  ¢ocdarazpl, OTpaxkarollel BBIPAXEHHOCTh CHHIPOMA  XOJIECTa3a,
MPOSBIISIIOIIETOCS  KOXXHBIM 3y/IOM, OblJJa HECKOJBKO BBIIIE Yy NALUEHTOB C
MYyTalUSIMU.

Takoe mposBIeHHE AMCIENCHUYECKOr0 CHUHApPOMA Kak pBOTAa y MallMEHTOB
BTOPOM TpYMIBl BCTPEYAIOCh CTAaTUCTUYECKM 3HAYMMO 4Yalle [0 CPAaBHEHHIO C
nanueHTamMmu 6e3 myrtanuil. [lo ApyruM NposBIEHUSM TUCHENCUU Yy TMalMEHTOB
CEJICKTUBHBIX TPYMNI CTATUCTUYECKU 3HAYUMBIX DA3IMuuMi HE TOJydyeHo. TeM He
MeHee, Ha0Jro1anachk TeHJEHIUS K OOoJbllield BHIPAXKEHHOCTH TOIIHOTHI, CHHXKEHUS
anmneTuTa, apeu y NalieHTOB BTOPOH TPYIIIHI.

Bonee BbicOKasi BBIPAXKEHHOCTh M YAaCTOTA JIUCIENICUYECKUX PACCTPOMCTB Yy
MAIMEHTOB 2 TPYMIBl MOXKET OBITh CBSI3aHA C COMYTCTBYIOUIUM MOPAKEHUEM JPYTUX
OpraHOB, YYacTBYIOIIMX B MHUIIEBAPECHHUU. | €TEpO3UTrOTHBIE MyTallUk Yy MAI[UEHTOB
IIT Moryr moreHuuMpoBaTh pa3BUTHE CUHAPOMA IEpPErpy3ku xene3om. Ilpu srom
KEJIe30, HAKAIUIMBASCh B MMAPEHXUME MOJKEITYAOYHON JKene3bl, BbI3bIBACT €€
MOpaXXEHUE C HAPYIICHUEM BHENIHECEKPETOPHOM AKTUBHOCTU M Pa3BUTHEM
Pa3JIMYHBIX BAPUAHTOB MMAHKPEATUYECKON M KUIIIEYHOMN JUCTIETICUU.

Takxe marueHTsl 2 TpYIIbl Yalle OTMEYalu KPOBOTEUEHHUS U3 JIECEH IOCIe
WIM BO BpeMs €/bl, YUCTKH 3yO0oB. OJIHAKO HU MO YPOBHIO MPOTPOMOMHA, HHU TIO
KOJIMYECTBY TPOMOOLMTOB 00€ Tpynmbl NAlMEHTOB HE HUMENIH CTAaTUCTUYECKU
3HAYMMBIX pa3ianuuil. Takoe MposiBIEHUE TEMOPPArnYeCcKOro CUHIPOMA MOKET OBITh
ciencTeueM TunoButamMuHo3a C, KOTOpBIM BeposSTHO OblT 0ojiee BBIPAXKEH Y
MalUeHTOB 2  TPYyNIbl, BCIEACTBUE OOJNbIIEH  BBIPAKEHHOCTH  CHUHAPOMA
MajibabcopOIuy.

[Ipn ynbTPa3ByKOBOM UCCIIEIOBAHMM I[€YEHU Yy BCEX NALMEHTOB ObLIN
obOHapyxkenbl nuddy3Hpie w3MeHeHus, xapaktepubie st L{I1: remaromeranus,
U3MEHEHUE DJXOCTPYKTYphl (YCHJIIEHHE 3XOr€HHOCTH) W HEPOBHOCTh KOHTYpPOB
MIEYECHH, YBEIMYECHHE AUaMETpa BOPOTHOM BeHbl. CrieHoMmeranus oOHapyKHBaJlach
MPAKTUYECKU C OJUHAKOBOW YACTOTOM y MalMeHToOB obeux rpymi — B 19 ciydasx B 1
rpynmne narueHToB (73,1%, 951U 52,2-88,4%) u B 7 — Bo 2 rpynne (77,8%, 951
40,0-97,0%).

OnHoii u3 yacTeix npodseM manueHToB ¢ LI sBistorcs nHpexunu pa3inyHoi
JOKaNu3allii, CBA3aHHBIE CO CHHKCHHMEM HMMMYyHHUTeTa. B cBsizu ¢ 3TuMm Obuia
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MpoaHAIM3UPOBaHa YacToTa HMHGEKIMOHHBIX 3a00JICBaHUN Yy TMAIMEHTOB 00EHX
rpynn. OOHApYKEHO, YTO PacHpOCTPaHEHHOCTh MH(MEKIMH B o0eux rpymnmax Obuia
mo4Tu paBHOM: 8 ciydaeB B 1 rpymme (4 ciaydas ModeBod uHpexkuuu u 4
pectiupatopnoit) (30,8%, 95% AU 14,3-51,8%) u 3 (1 ciyuait ModyeBol u 2 ciydas
pecriupaTopHoi uHbekimn) — Bo 2 rpymme (33,3%, 95% 7,5-70,1%, p=1,0).

Jlanee ObLI MPOBEIEH CPAaBHUTENBHBIN aHAIM3 TMOKa3aTesled o0liero aHaiuza
KpPOBU TAIMEHTOB 00enx rpynm (Tadiuia 3).

Tabauya 3 — Ioxaszamenu 0bweco ananuza Kposu nayueHmos

IToka3arenn ['pynma Me Min Max Q1 Q3 95% 111 p

I'emornobun | rpynna 125 82 152 113 139 113-138 0.199
2 rpymma 107 74 164 88 129 79-144 '

DPUTPOIUTHI 1 rpynma 3,86 2,73 5,16 3,46 4,34 3,48-4,32 0.174
2 rpymmna 3,28 2,5 6,43 | 257 | 4,15 2,53-5,36 '

CcOoob 1 rpynma 25 3 58 10 15 14-45 0.242
2 rpymma 50 2 59 45 55 9-58 ’

JIlelKkouTHI 1 rpynmna 8,1 3,6 33,6 5 10,5 5,2-9,9 0.141
2 Tpyrmma 5,8 3,9 10,4 4,3 7,4 4,0-8,7 '

TpomOouThI 1 rpymma 177 72 327 131 203 131-202 0.735
2 rpynna 201 64 327 97 267 69-312 '

Kak BUIHO M3 MaHHBIX, MPEJICTABICHHBIX B TAOIHIIE, B IOKA3aTEIAX OOIIEro
aHaJgu3a KPOBU Yy IMAIMEHTOB OOCUX TPyNI HE OBLIO BBISABICHO CTATUCTHYECKH
3HAUYMMBIX OTJIMYHM.

[IpoBeneHa oreHKa HEKOTOPBIX IMOKa3aTeael OMOXUMHUUECKOTO aHaJIN3a KPOBU
(Tabmuna 4)

Ta@zuua 4 — I[Mokazamenu GUOXUMUYECKO20 AHANIU3A Kposu nayuernmoe

Iokazarens I'pynma Me Min Max Q1 Q3 95% AU p
AJIT, 1 rpynma 35 17 92 31 42 32-41 0.919
En/n 2 rpymnma 35 27 161 32 39 30-92 ’
ACT 1 rpymma 23 11 198 21 39 21-38 0.917
En/n 2 rpymma 21 13 168 21 46 18-106 ’
D, 1 rpynma 173 25 403 136 248 137-242 0.412
En/n 2 rpynma 200 113 904 135 346 115-774 ’

Bunupy6un 1 rpynma 52 8 564 31 233 35-177 0.545

MKMOJTB/ T 2 rpymnma 59 20 201 30 82 23-138 ’
AJbOyMUH, 1 rpynma 35 24 54 32 43 32-43 0.714
r/n 2 rpymma 36 28 47 30 42 28-46 '
MoueBuHa, 1 rpynna 5,7 3 8 4.4 6,3 4.4-6,3 0532

MMOJIb/JT 2 rpymma 5,2 3,8 34,8 4,9 5,8 4-18,8 '
Kpearnann 1 rpynna 75 39 139 71 81 71-81 0981
MKMOJIB/TT 2 rpynma 76 52 334 71 86 56-264 ’
N 1 rpynma 71,3 | 52,7 90 62,7 | 75,8 | 64,6-754
Obmuii benok, v |~ rgyyﬁna 683 | 60,6 | 856 | 652 | 70.6 | 616815 | %
XouectepuH 1 rpynma 43 3 51 3,6 4.6 3,6-4,6 0.153
MMOJIB/T 2 rpymma 4.6 3,8 10,4 3,9 6,6 3,8-10,4 '
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IIpodonxcenue madbauyor 4

ChIBOPOTOYHOE 1 rpynmna 12 3,2 27,8 8,3 18,2 8,4-18,2 0025
JKeJIe30, MKMOJIB/T 2 rpymma 25 7 39,9 14,2 30,3 11,0-36,5 '
1 rpymnma 0,77 | 067 | 065 | 0,69 | 0,79 | 0,68-0,81
Mporpombuit =" U ma | 0,7 | 082 | 077 | 07 | 072 | 065077 | %

[Ipu aHanuze JaHHBIX, MPEACTABICHHBIX B Ta0JIMIIE, MOXKHO KOHCTAaTUPOBATH,
yTto akTuBHOCTH I[II, oneHuBaeMass MO BBIPAXKEHHOCTH CHUHAPOMA LUTOIU3A
(aktuBHOCTH AJIT m ACT, ypoBeHb o6Omiero OwnnpyOWHa), y TAlMEHTOB O0EHX
rpynn  ObUTa TPAKTUYECKH OJWHAKOBOW. AKTHBHOCTH TIENOYHOW ocdaTassbl,
OTpaXkarolel HaIMYue XOJIECTaTHUYEeCKOr0 CUHIpOMa, Oblila HE3HAYUTEIHHO BHIIIE Y
MalUEHTOB C MYTallUSIMH, OJIHAKO CTAaTUCTUYECKON 3HAYMMOCTH BBISBJICHO HE OBLIO
(p=0,412). YpoBHH 00IIero XojecTepuHa, MOYCBHHBI, KpEaTHHHWHA, AIbOYMHHA H
[JTFOKO3bI CBIBOPOTKHM KPOBH TaK)KE HE UMEJU CYIIECTBEHHBIX Pa3IU4Mil y MallUeHTOB
o0eux rpymnn. EAMHCTBEHHBIM MOKa3aTelieM MO0 KOTOPOMY 3aKOHOMEPHO MOJY4EHO
CTaTUCTUYECKU 3HAUYMMOE paszinyue ObUT YPOBEHb CBIBOPOTOYHOTO Keje3a
(p=0,025).

3ak/iouenue. B KIMHMYECKOW CUMIITOMATHKE CPEIHU MAIMEHTOB 00EUX TPy
ObUTM BBISBIIEHBI HEKOTOpPHIE OTJIMYKSA B YaCTOTE€ BBISBICHUS UCIENTUYECKOIO
cuHapoma. B ocranibHOM KimHM4Yeckoe Teuenue LI y manueHToB ¢ rerepo3suroTHou
mytarnuer H63D B cpaBHeHHE ¢ malieHTaMu 0e3 MyTaluii UMeeT He3HAYUTEbHbBIC
0COOEHHOCTH. DTO OOYCIOBJIEHO TEM, UYTO TEYEHUE XPOHUYECKUX AUPQY3HBIX
3200JICBaHMI TTIEYEHN UMEET CBOM OCOOCHHOCTH Ha 0oJiee paHHEH, JOIMUPPOTHISCKOM
CTaJMU MaTOJIOTMYECKOro mpoliecca. B cinydae, koraa 3aboseBaHue Mepenuio B CBOIO
TEPMUHAJIBHYIO CTaJIMI0, KOT/la BCE MATOJOIMYECKUE MPOLECCHl MPUXOASAT K CBOEMY
JIOTUYECKOMY 3aBEpIICHHIO, OOHApPYXUTh Kakue-mubo ocobernHoctu LI mpu
HaJWYUU CHUHAPOMA TMEPErpy3KH IKEIE30M CTAHOBUTHCS BEChbMa TPYAHO, E€CIIH
BOOOIIE BO3MOXKHO. Ha »3Tol cTaguum KiIWHWKA 3a00JIeBaHUS ONpENeNsIeTcs B
OOoJbIIeH CTeNmeH HE ATHOJOTUYECKHM (AaKTOPOM, a MPOSIBICHUSMU HapyIICHUN
OCHOBHBIX (yHKIMH neueHH, T.e. L{I1 nporekaer 601ee ogHO0Opa3Ho.

B oTHomennn 1abopaTopHbIX MOKa3aTeNnen CiaeayeT 3aKI0YUTh, YTO Pa3IuIHs
ObUTM TMOJYYEHbl TOJILKO TMpPH CPAaBHEHUU YPOBHS CHIBOPOTOYHOIO >Keje3a Yy
MalUEeHTOB CEJICKTUBHBIX Tpynn. J[aHHBIMA MOKa3aTenb OKa3ajicsi CTaTUCTUYECKHU
3HAUMMO Oojiee BBICOKMM Yy marueHToB ¢ Mytanusamu (p=0,025). CornacHo
JIUTEPATYPHBIM JTAHHBIM, T€TepO3UroTHas myraus H63D sBisieTcst OqHON U3 CaMbIX
pacIpoOCTpaHEHHBIX TE€HETUYECKUX TIOJOMOK W B TMOJAABISIIONIEM OOJIBIIUHCTBE
CJIy4yaeB HE BBI3BIBAET pa3BUTHE reMoxpoMarosa. OJHAKO Yy MAlMEeHTOB C JJIUTEIBHO
MPOrPECCUPYIONIEH MAaTOJOTHEH TIEYeHW JaHHAas MYyTallus, BEPOSTHO, MOIJIa OBITh
JOTIOJIHUTENbHBIM  (DaKTOPOM, TPOBOIMPYIOIIMM HapylleHne oOMeHa >Keje3a
BCJIEJICTBUE TOCTEIIEHHOI0 HAKOIUICHUS €r0 B MapeHXHMeE, YTO B CBOIO O4YEpelb
MPOBOLIMPYET 0o0Jiee aKTHUBHOE KOJJIareHoOOpa3oBaHWE C pa3BuTueM ¢Gubpo3a u
MIPOrpeCcCUpPOBaHKE MATOJIOTMYECKOT0 Mpolecca.
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Takum 00pa3oM, B 1I€JIOM MOXKHO CJeliaTh BBIBOJ, uTO y mnamueHToB ¢ LIII
rerepo3urotnast myrtamus H63D sBnsercs ¢akTopoMm pHiCKa pa3BUTUS CHHIPOMA
[IEPETPY3KHU KEIE30M.
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I.V. Paltsev, D.lI. Gavrilenko
CLINIC-LABORATORY FEATURES OF CHRONIC CRYPTOGENIC LIVER
CIRRHOSIS IN PATIENTS WITH HETEROZYGOTIC MUTATION H63D IN
HEMOCHROMATOSIS GENE
Gomel State Medical University, Gomel
Summary
35 patients with chronic cryptogenic liver cirrhosis were examined. It has been revealed that
for the patients with heterozygotic mutation H63D of hemochromatosis gene more frequent
dyspeptic syndrome is characteristic. Also statistically significantly higher level of serum iron is
found out in patients with mutations.
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