ITpu nposenennn VEN-anamusa Bropocrenenssie JIC npucyrcrsoanu B rpymme B (1 JIC)
u B rpymre C (4 JIC), uto B cymme cocraBmwio 0,85 % ot oOmieid cyMMbl (DMHAHCOBBIX
cpenctB (okono 361 Teic. py0.). [Ipu ananuze rpynnbl A 0KUJAEMBIMU «JTHIEPAMID) SBISIOT-
cs1 H(Y3HUOHHBIE PACTBOPHI TIIFOKO3BI M XJIopHa Hatpus (B cymme 22,23 % wim, npumMepHo,9,5
MJIH py0), 4TO BIOJIHE OOBSICHUMO, 3Hasl JTIOOOBb HAILIMX MAIMEHTOB K «KarenbHuIamy». O0paiua-
€T BHUMaHHE 3HAYUTEIIHPHOE ITPUMEHEHUE aCKOPOMHOBOM KHCIIOTHI (Ha cymmy Ooiee 1 mitH py0),
YTO, BO3MOKHO, TAK)Ke MO3BOJIUT MPH HEOOXOAUMOCTH COKPAaTUTh 3aTpathl. [IpumeneHue scce-
UATBHBIX (ochomumuaoB (Ha cymmy Oostee 1,2 MutH py0.) ipu (hopMaTbHOM aHAITU3E BOIIPOCOB
He Bb3bIBaeT (JIC BKiIIOYEHO B (POPMYJISIPHBINA CIIUCOK U nepedeHb ocHOBHbIX JIC), oqHako ¢ mno-
3HIUI JI0Ka3aTeIbHONM MEIHMIIMHBI Ha3HaueHne HebeccropHo. [Ipu neransHOM mowcke B 6azax
naHHbIX KoKpaHOBCKOro cooOliecTBa He HAalAEHO HU OHOTO CHCTEMaTU3MpPOBAHHOIO 0030pa
MYJIBTHLIEHTPOBBIX HCCIICIOBaHUH, YTO CTABUT NMPHUMEHEHHE CCEHIUAIBHBIX (pochomumumos B
psiIbl CPENCTB «pUTYyanbHOU (apmakorepanum» [1]. Ilpu anamuze rpynn B u C Bo3MOXHOCTB
COKpAILEHHsI PacX0/10B BUJUTCS B orpaHndeHuM rnpuMeHeHus JIC, XoTh U BKIIOUEHHBIX B BbILIE-
yKa3aHHbIE CIIUCKH U MEPEeYHH, HO MMEIOLHe BechMa ciialyro J0oKa3aTelbHyto 0a3y ¢ NO3ULMI
JI0Ka3aTeJIbHOM MeIMIMHBI (HallpUMep, MIMIUH B KAYECTBE HOOTPOITHOT'O CPEJICTBA).

3aknwuenue

1. Nmerommecs: GopMyIIsIpHBIE TIEPEYHH CTAIIOHAPOB TPEOYIOT IIIyOOKOTo mepecMoTpa
(GOopMyIISIpHBIMU KOMHUTETaMH, B IIEPBYIO OUYepeib, C MO3ULMNA (PapMaKOIKOHOMUKH U JOKa3a-
TEIHHON METUITUHEI.

2. NHcTpyMeHThl (hapMaKO’IKOHOMMUYECKOTO aHaiu3a (Jake Takue OTHOCHTEIbHO He-
cnoxHble, kak ABC- u VEN-ananu3) no3BosisitoT ontuMusupoBats npumeHenue JIC B otae-
JICHUSAX U OPTaHU3aLUAX 3JPaBOOXPAHEHHUS.
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Beeoenue

3aboneBaHMs OPraHOB MUILEBAPEHUS OBUIA U OCTAIOTCS OAHOM M3 HanOoJiee aKTyaIbHBIX
npo0iieM coBpeMeHHOW MeauluHbl. HecoMHeHHO, oiHOM u3 Hanbosee TshKeIbix (popM maTo-
JIOTMH JTAHHOM CHCTEMBI OpraHoB siBisieTcs nuppo3 nedenu (LIT). B GompmmHCcTBE CTpaH, B
ToM uucie B PecriyOnuke benapych, posib 3Toro 3a0ojeBaHusi B MpUYMHAX CMEPTH MPOJIOJI-
kaeT pact [1]. DOTUM OOBICHSETCS aKTYalbHOCTh M3YUYCHHSI XPOHHUYECKUX AUPPY3HBIX 3a-
6onesanuii neuenu (X/311).

Tsoxects LII1 onpenensiercss MHOrUMU (pakTOpaMu, B TOM YUCIIE€ 3TUOJIOTHEN, HATMIUEM
MAaTOJIOTUU JIPYTUX OPraHOB, METa0OJMYECKUMH HapyLICHUsIMH U T. A. B mocnennee aecaru-
JIETHE aKTUBHO M3YYarOTCsl TEHETUYECKUE MPEAUKTOPBI Pa3BUTHSI U NIPOTPECCUPOBAHMSI I1ATO-
JIOTUH TI€YEHH, B YACTHOCTH, HAJTMYME MyTaluil B reHe remoxpomaro3a HFE. Myrtanuu sToro



reHa HepelKU B MOMYJISILUHU, XOTs (PEeHOTUIINYECKHE MPOSABICHHUS BO3HUKAIOT pelako. Tak, mo
nauabeM JI. H. CuBuiiko# u coaBT., cpeanss yacrora myTtaruu H63D B Pecrybnuke benapych
cocrasisieT 15,7 % [4]. IToaTomy, npeacTaBisieTcs aKTyalbHbIM W3y4YE€HUE BIUSHUS JAHHOU
myTauuu Ha teuenue X/311.

A. Erhardt ¢ coaBT. npu reHorunuyeckom oOcienoBanuu 401 GOIBLHOTO XPOHUYECKUM
remmatutoM C pacuenwnu mytauuii rena HFE kak He3aBucuMmblid (axTop (ubpo3a meueHw,
crocoOCcTByIOLIUI MporpeccupoBanuto nporecca u pazsututo L1 [3]. [Toxoxue nanusie mo-
ayuusm JI. M. Camoxojickast v coaBT., BeIsicHUBIIHE, uTo MyTarms H63D rena HFE accorpmpoBa-
Ha ¢ OBICTPBIM ITpOrpeccupoBaHueM (Gpudpo3a y NauueHTOB ¢ XPOHMUECKUMHU rernaTtuTamu [2].

Ilens

N3yunTh KIMHUKO-Tab0opaTopHble oco0eHHOCTH TeueHus LI1 y manuenToB npu Haauuuu
myTaiuu H63D B rene HFE.

Memoowi

Hamu ob6cnenoBano 15 6onbHBIX (9 MyxumH U 6 xeHmuH) KpuntoreHHbM LI, mpoxo-
JMBILUX JIEYEHUE B FaCTPOIHTEPOJIOIMUECKOM OTAENCHUH ['OMenbCKON TOpoICKOM KIMHUYe-
ckoit OonmpHUIBI Ne 3. COop xanod, anamMHe3a ¥ 00BbEKTUBHOE KIMHUYECKOE O0CIeT0BaHHE
IPOBOJWIOCH C MOMOUIbIO CHEIHAIbHO pa3pabOTaHHONW aHKETHI-ONPOCHUKA. Takxke OblLIOo
IPOBEJCHO TE€HOTUIHMPOBAHHE MAllMEHTOB Ha Hanuuue MmyTtaruu H63D B rene remoxpomaro-
3a merogoMm [II1P-ananuza. [1L{P-ananu3 nposoauics ¢ nomomsto I1I[P-ananu3aropa Rotor-
Gene 3000 (Corbett Research) Ha 6a3e neHTpanbHOW HAYYHO-HUCCIICIOBATEIILCKON JIabopaTo-
puu 'oMenbcKoro rocy1apcTBEHHOIO MEIUIIMHCKOTO YHUBEPCUTETA.

[Tonmyuyennsle pe3ynbTaThl 00paOaTHIBAINCH CTATHCTHYECKUMHU METOAAMHU C TIOMOIIBIO
nporpamm «Microsoft Excel» u «Statistica» 6.0. CpaBHeHHEe IpynIl IPOBOIMIOCH C TOMOILBIO
Kputepusi ManHa-YUTHH, 10JI€ — € TIOMOLIBIO TOYHOTO Kputepust dumiepa.

Pe3ynomamul u 06cyymcoenue

I'ereposurorasie mytarmu H63D B rene remoxpomarosa Obumi oOHapykeHsl y 5 (33,3 %)
naueHToB. Bee octanbhblie (66,7 %) OonbHble aBisIuch romosuroramu rena HFE mo ame-
JFO AUKOTO TUMa (HopMma). ['OMO3HroT 1Mo MyTaHTHOMY aJIJIENIO BBISIBIEHO HE ObUI0. Takum
00pa3oM ManueHThl ObUIN pa3/ieieHbl Ha 2 Tpynnbl: 1-9 — reTepo3uroTsl N0 MyTaHHOMY ajl-
aemo H63D, 2-s1 — GonpHbIe 6€3 MmyTanuid. CpeTHui BO3pacT ManueHToB 1-i rpymnmsl cocTa-
Bui 49,4 + 4,8 ner, 2-it rpynnsl — 56,6 + 3,2 roja, CTAaTUCTUYECKU 3HAYUMBIX PA3IUYUNA B
BO3pacte He 06110 (p = 0,08).

YacTora BBIABICHHS OCHOBHBIX KJIMHUYECKHUX MPOSBICHUN 3a00JeBaHMs y MALMEHTOB
00eux TPyII mpejcTaBieHa B Tadmue 1.

Tabmuna 1 — Yacrora knmumanveckux npossiernii L{I1 y manuenToB

IToka3arenn -1 rpynina 2-g rpymnma
C11a00CTh, MOBBIILICHHAS] YTOMJIISIEMOCTb 100 % 90 %
KoxxHbIi 3y1 40 % 40 %
TowmHoTa 60 % 70 %
PBota 60 % 30 %
Boinb B obsacTu meueHu 80 % 90 %
CHIKEHME anmneTnTa 80 % 50 %
becconnna 100 % 70 %
Meteopusm 100 % 90 %
KpoBoTeueHus u3 Hoca u JieceH 80 % 40 %
[leTexuu, SKXUMO3BI 80 % 50 %
JInxopanaka 60 % 50 %
CHMXEeHHe Macchl Tena 80 % 70 %
ATtpodust MplIiIIL 80 % 40 %
Oteunslil CHHAPOM 100 % 70 %
Acuur 100 % 70 %




AHanu3 JaHHbIX, IPEACTABICHHBIX B Ta0nuie 1, IoKa3ai, YTO CTATUCTHYECKU 3HAUUMBIX
pa3nuumii B KIMHKUKE 3200JIeBaHMsI Y TAIMEHTOB OOEHMX TPYI BBIABICHO HE OBLIO, YTO, TO-
BU/IUMOMY, CBSI3aHO C HEOOJIBIION BEIOOpKOH. OTHAKO, OTMEYAETCS OTYCTIANBASI TCHICHIMS K
0oJ1ee BBICOKOM 4acTOTE OOJBITUHCTBA Kal00 y OOJBHBIX IEPBOM TPYIIIIHI.

[Tpu ananuze maGopaTopHbIX MOKazarenel (Tadmuia 2) oOHapy»KEHO, YTO y MAIMEHTOB C
myTauueir H63D ypoBHM remMoriiodnHa v 3puTporToB Obutn goctoBepHO HIbke (p = 0,03 u p =
0,02 cooTBeTCTBEHHO). B OMOXMMHMYECKMX aHAIM3aX KPOBU CTATUCTUYECKH 3HAUUMBIX Pa3iiu-
4uif 0OHapyKeHO He OBLIO.

Tabmuna 2 — OcHoBHBIE Ta00paTOPHBIE MOKA3aTENN KPOBU OOJIBHBIX

ITokazarenp 1 rpymnmna 2 rpynna P
DpurpouuTsl X 10"/ 2,89+ 0,29 3,84+0,2 0,02
T"emorno0un r/n 91,8 +9,2 119 £ 6,6 0,03
AnanuHoOBas TpaHcamuHaza, Ex 36+1,9 36,4+ 6,6 0,18
AcnaparuHoBasi TpaHcaMuHa3a, En 31+8,9 20+ 1,4 0,21
Ilenounas docdaraza, Ex 280,3 + 66,6 206,5 + 33,8 0,18
OO6muii OMIMPyOrH, MKMOJIB/JT 57+£15 105 + 37 0,2
Buvieoown

VY namuentoB ¢ kpuntoreHHsM LIIT orMedaeTcst 6osee BbICOKasi O CPAaBHEHHIO C IOIY-
JSIUOHHOM YacToTa rerepo3uroTHsix Mmytauud H63D B rene remoxpomarosa (33,3 u 15,7 %
[4] coorBeTcTBeHHO). Kpome Toro, y Gonbnbix LI ¢ HamuumeM reTepo3UroTHOW MyTalluu
H63D 3ameuena TenneHus K 6ojee BHICOKON YaCTOTE OCHOBHBIX KJIMHHUUYECKUX MPOSBICHUN
3a00JIeBaHMUs, & TAK)KE BBISBICHBI JOCTOBEPHO 00JIee HU3KHE YPOBHU T'€MOTTIOOWHA U SPUTPO-
IIUTOB. DTO MOXET CBUIETEILCTBOBAThH O OoJiee TshkenoMm tedenuu LII1 y manueHToB npu Ha-
auyun MmyTtanToro amuienss H63D rena remoxpomarosa. [IpuBeneHHbIE JaHHBIE YKA3bIBAIOT HA
HEO0OXOAMMOCTh MPOJIOJDKEHMSI UcceaoBanui BiusiHus myTanuii reHa HFE Ha ocoGennocTn
pa3Butus u nporpeccupoBanus XJI3I1.
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Beseoenue
Xponuueckue muddysHpie 3adoneBanus mnedenn (X3I1) ocrarorcs oqHON M3 BayKHEHIIHMX
npo0JIeM METUIMHBI BCIICICTBHIE BBICOKOW PACIIPOCTPAHEHHOCTH M TSDKECTH JAHHOW marosorud. B



