HEKOTOPbLIE TEHETUYECKWE OCOBEHHOCTU NEPUOANYECKON
BOJIE3HW ¥ YPOXEHLEEB HATOPHOIO KAPABAXA

K.E.ATasH
(CtenaHakepTCKasi ropofcKas NoIMKINHNKR)

MB —VIOHOreHHoe Hac/eACTBEHHOe 3a60/1eBaHME C ayTOCOMHO - PELECCHBHBIM TUMOM
HacnegosaHus (1). Ecnn Takmmmn TemMnamMn BYAET MPOLO/DKATLCA pacnpocTpaHeHue M6, 1o
NPGIVBUTEIbHBIM PacHeToM B criefytoLleM Beke 30% apMSAHCKOro aTHoca OyaeT nopaxeHo
31O 60M1e3HbI0 (2). Kpome BbISCHEHNS MEXaHW3MOB nogo6Horo POCTa 3abonesaemocTu 6,
Y)KE CErofHsi KpaiHe HeoOXOAMMO MPUMEHEHME KNacCUYECKUX METOLOB reHETUYECKON
NpoMIaKTUKY, a Takke [JalbHedllee M3ydYeHVe BO3MOXXHOCTM  HEK/TaCCUYeCKOro
HacnenoBaHus MB. B 3TOT npouecc HeobXoaMMO BK/OUMTL BECh MOTEHLMAN HALIMW, uToGb!
n36exatb rpo3sleli apMAHCKOMY 3THOCY HacCTOSALLEA FeHETUYECKOW KaTacTpodbl. [Mou
peLLeHnN 3TOM MPOoB/eMbl OYeHb BXXHO TakXke B pas/iMuHbIX YacTax PA v HKP msyuntb
0CO6EHHOCTM HacnefoBaHUA B, OHWM MOryT OKasaTbCsi MOJIE3HbIMU U MPU 06CYXKAEHNN
BOMPOCOB 3TMonatoreHesa b, a Takke OpraHM3auMm TreHeTUYECKUX WCCMefoBaHUA 1
reHETUYECKOI KOHCYNbTaumm HaceneHust HKP 1 PA.

Bce HayyHble paboTbl, MOCBALLEHHbIE MPOG/eMe TeUYEHWUSA MepUOAUYECKO 60Me3HM
(MB), npoBOAWIMCL B OCHOBHOM BE3 Y4eTa PervoHa/lbHbIX OCOOGEHHOCTEN TeYeHus,
Hac/eloBaHWS M CreKTpa MyTauwii reHa 60/1esHN. Lienbio HaCTOALLEro UccrefoBaHMs ABUMOCH
M3yYeHme HEKOTOPbIX PervoHasibHbIX 0CO6EHHOCTEN HacnenosaHus MB 1 cnekTpa MyTaLmia
reHa MEFV B HKP. NpeagapntenbHO HaM COCTaB/1eH PErnUCTP 6onbrbix 16, poAMBLUMXCA B
HKP, Ha 0CHOBaHWMM apXMBHbIX AaHHbLIX 1972-2000rr. CTalUyOHapHbIX YKYPHa/I0B OCHOBHbIX
cTaumoHapoB EpeBaHa, rae B OCHOBHOM /ie4WUCh BosbHbIE cO Bceit PA 1 HKP. [daHHble
MO/TyYeHbl TAaKXKE OT YYaCTKOBbIX TeparneBToB NOMKIMHNK HKP.

MeTtogom nogomalHero o6xoga 3a 1998-2001rr. Hamm MosydeHa MOApPO6Has
NHpopMaUmst 0 68 6onsneix B, M3 KOTOPbIX 34 CTpagam CMeLlaHHOM opmoii MB,26
abI0MMHaIbHOM, 6 - TopaKasibHOM POPMOIA GONE3HI.

O6cnepoBaHo 221 cu6cos sTux GonbHbix, YacTOTa [1B cpean KOTOPbIX OKasasiach
16.2 % (36 BOMbHbIX). B c/y4yae 6Gonbubix CMELAHHOM (hopMoid B 3TOT MoKasaTeslb
OKasasicsi [0BO/bHO BbiCOKMM 33,3 % (m = 108), 4TO LOCTOBEPHO BbIle aHa/IOrM4HOro
nokasarenis no ApmeHnn (20.12 = 0.476% [3] , P < 0.01). B cny4ae e 6GonbHbix

N30/IMPOBaHHbLIMK (2640MUHaLHOM M Topaka/ibHOM) hopmamu MB 3TOT nokasaTeslb OKasasics
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«@B0 HW3KMM MO CPaBHEHWIO CO CMellaHHoW dhopmoli - 11.3 %, KoTopble, OfHaKo,
VcToBEPHO He OT/IMYatoTCA OT aHasI0rMyHOro nokasartens no PA (11.79 + 0.450 % [3]).

K coxaneHuio MetoLLyiecs B Halem pacnopskeHnn AaHHbIEe NOKa YTO HeAoCTaTOuHbI
Hns cpaBHeHVA BepTukanbHOro HacnegosaHus Nb B HKP 1 PA, ogHako nmerowmecs jaHHble
Hxe OTYET/IMBO NOKa3bIBAKOT, YTO CYLLECTBYHOT OMNpefesieHHble pasnnuusi B npoLeccax

EC/ieJOBaHNS cMellaHHoi chopmbl MB B HKP 1 PA, 4TO MOXHO o6wscHuts nau BOMbLUER
BbDKMBAEMOCTLIO TEHETMYECKM MOpaXKeHHbIX No B ambpuoHoB B HKP, nan eonswum
MacnpocTtpaHeHnem nepeHocsiwero reH MEFV noka ewe runoteTnyHoro supyca [3], win xe
HB3/MYHOI MEHEeTPaHTHOCTBIO pas3uyHbIX MyTauuii reHa MEFV, wam xe pgpyryumn
makTopamu. [anbHelilee U3ydeHne permoHasibHbIX 0COGEHHOCTEl HacnefoBaHNs U TeUeHUs
a6 B8 HKP nomoryT npubnusute Hac K 6onee npaBuibHOMY MOHUMAaHUIO MeXaHU3MOB
HacnefosaHus v natoreHesa lNb.

CornacHo mocnefHuM fiaHHbIM B ApMeHUM Hauboree pacnpocTpaHeHbl crefytolive
bytauyum reHa MEFV: M694V (51.95%): V 726A (21.82%), M6801 (17.92%),
MOTHOCUTE/NBHO pexe BeTpevatotca R761H (2.71 %), E148Q (1.92%), F479L (1.19%),
aMEAM1  (0.45%), R408Q (0.06%) wun pgp. Haubonee pacnpocTpaHeHbl —criegytoLme
EVyTaLUMOHHbIE  reHoTunbl:  M694V/IM694V  (24.57%), M694VIV726A  (23.71%),
[M694V/IM6S01 (16.24%), M6801/V 726A (12.3%), V726A/N T726A (3.7%), M694V/

R761H (3.1%), M6801/M6801 (3.8%) [4].

Hamun nccnepoBaHbl MyTaUMOHHbIE TEHOTUMbI 47 6onbreix NEPUOLNYECKON GOME3HBIO,
npoxusawowmnx B HKP. Mytauun reHa MEFV wuccneposaHbl B LleHTpe MegamvumHckoi
FeHetkn HAH PA (gupekTop-gokTop BWoA, Hayk, npocpeccop T.®.CapkucsH). N3 Hux
YXEHLUWH 6uino 26 (55,3%), MyX4uH - 21 (44,7%). MonyyeHbl cneaytoLiye gaHHbIe.

N3 94 anneneit mytaumm reHa MEFV o6HapyxeHbl B 75-n. Haww unccnenosaHus
nokasasm, 4to B HKP Hambonee pacnpocTpaHeHbl cnegytowme mytaumm reHa MEFV: M694V
- B49 annensix (65,3 % no cpaBHeHUIo ¢ AaHHbIMK Mo PA -52,0 % [4], p<0.05), V726A - 6
(8,0% vs 21,8%, p<0.001), M6801 - 16 (21,3% 17,9% NS - He AOCTOBEPHO), OTHOCUTENBHO
pexe BcTpevaaetca R761H - B 4 annensx (5,3% vs 2,71%, NS). Havbonee pacnpocTpaHeHsbl
cnepyrolime MyTaumoHHble reHotTunbl: M694V/M694V - 12 cnyuyaeB (25,5% vs 24,6%,[4],
NS), M694V/V726A - 5(10,6% vs 23,7%, p<0,01), M694V/M6801 - 10 (21,3% vs 16,2%,
NS), M6801/V726A - 0 (vs 12,3%, NS), V726ANT726A - 0 (vs 3,7%, NS), M694V/R761H
- 3(6,4% vs 3,1%, NS), M6801/M6801 - 2 (4,3% vs 3,8%, NS), V726A/R761H - 1cnyvaii
(2,1% vs 0, NS).



Takum 0BPasOM Y 6GonbHbix NEPUOAMYEcKol BonesHbto, npoxusarowmx 8 HKP, ml
CpPaBHEHMIO C KOHTUHIEHTOM 6onbHbix PA 3HaUUTENIbHO pexe BCcTpeyaeTcsa myTtauns V726A,
COOTBETCTBEHHO W MyTaUMOHHbIA  reHoTMn  M694V/V726A. TlonyyYeHHble  [gHHbE ;
npeacTaBnAT onpeaeneHHblli MHTepec B MiaHe NPOrHO3MPOBAHWA aMWUIONA03a Y 60orbHbx

nepvioamyeckoii bonesHbto, npoxmsatoLmx B HKP.
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SOME PECULIARITIES OF THE INHERITANCE OF FAMILIAL MEDITERRANEAN
FEVER IN PATIENTS BORN IN MONTHY KARABAKN

K.Ye.Atayan

By means of home at round in 1998-2001 years we have obtained date about 68
patients with familial Mediterranean fever (FMF), 34 ofwhich suffered with mixt, 26 —
abdominal, 6 ~ thoracal foms of disease. There were observed 221 siblings o fthese patients,
the frequency o f FMF in which was 16.2 %. In case of mixt form ofFMF this index is high
33.3 %,'what>is significantly higher than in Armenia (20.12 %, P < 0.01). In case of
patients suffered with isolated (abdominal and thoracal) forms of FMF this index is low in
comparison with mixt formic 11.3 %, but no different in comparison with such index in

Armenia (11.79%).
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