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KOT0 JierouHoro ¢pudpo3a.

CeMeiiHbIM JIerouyHbIM (HUOPO30M, WK CEMENHOMN nau-
OIMaTUYECKOM MHTEPCTUIINAIbHOM MHeBMOoHUei (MUIT),
CUMTAIOT MOATBepXKAeHHbIN cinydait UUIT y = 2 uneHoB
ONIHOI ceMbM. [1pr 3TOM MOTYT BBISIBJISITHCSI Pa3IUYHBIC
ructojornueckue monrurnsl MUTI, uro nHoTna 3aTpyn-
HSIET oIpelecHNe KaKOT0-JIM00 OMHOTO UCCIIEAYyeMOTO
¢denoruna 3adoneBanus [1—5]. Haubonee yacto BcTpe-
YyaeTcs B IUTepaType oOCyXIeHUe CEMEITHOrO BapuaHTa
JleroyHoro ¢ubpo3a Mo TUIlY Pa3BUTUS UAMOTATHYE-
ckoro JieroyHoro ¢puoposza (MJI®D) / oOBIIHONM MHTEpP-
CTUIIMAJbHON TTHeBMOHUU (usual interstitial pneumonia
(UIP) — no 80 %, no nauabiM M. P.Steel et al.) [2].
Cemeitnas ¢opma NJID ¢ TUCTOIOrMIECKUM IIaT-
TEPHOM OOBIYHOU WHTEPCTULIMAIBHON MHEBMOHUH,
BO3MOXHO, HACJEIYIOTCS MO0 ayTOCOMHO-IOMUHAHTHO-
My tuny [1, 6, 7]. Haubosiee U3BeCTHHI 3 reHETUYECKHUX
MyTaluu 0eJKoB MeTabou3Ma cyphakTaHTa, KOTOpbie
00YCIIOBTUBAIOT 3a00JI¢BaHUSI JIETKUX, TIPOSIBIISTIOIIAECS
YK€ B IIETCKOM WJIM J1a’keé HOBOPOXKIEHHOM BO3pacTe:
cypdakrantHbiii npoteuH B (SFTP B, xpomocoma
2p12-p11.2), cypdakranTtHeiii nporeun C (SFTP C,
xpoMocoma 8p2l1) u, Hambolee peaKo, ameHO3MHMOC-
daT-cBA3BIBAIOIINI TEPEHOCUUK ToaceMeiicTBa A 3
(ABCA 3, xpomocoma 16p13.3). IIpu sToM MyTamuu
ABCA 3 u SFTP B sBnsitoTcst ayTOCOMHO-PELIECCUBHBI-
mu, a myraiusg SFTP C — ayTocOMHO-TOMWHAHTHOI.
OTU MyTalluM HaAOMIOJAIOTCA Y JeTeil MpPU XOpOIIO M3-

BECTHBIX KJIMHUKO-MOP(POJOTrMIeCKUX BapuUaHTaxX I10-
BPEXICHUS JIETKMX, KOTOPHIE IPUBEACHEI B Taba. 1 (1o
M.K.Dishop u C. Langston [6]).

EcTb ucciaenoBaHusi, B KOTOPbIX TaKXKe BBISBIECHBI
myTauuu cypdakrtaHTHoro npoterHa C B HECKOJbKUX
CEeMbSIX Y MALIMEHTOB CO CAyJYasMU MHTEPCTUIIAIBHOMN
TMMTHEBMOHMHU U JIETOYHOTO (prbpo3a B3pocibiX [8, 9].

[eHeTnyeckue uccaeqoBaHUSI CEMEMHOIO JIETOYHOTO
Gubpo3a MpoaeMOHCTPUPOBATIN B3aUMOCBSI3b C TeHAMU
cypdakranTHoro 6enka C: OblTM OOHApPYKEHBI 2 MyTa-
LMK OEJIKOB, MPUBOISILINE K IOBPEXKICHUIO SIUTEIN-
anbHbIX KiaeTok II Ttuma [1]. [IpuMeuartenbHo, 4TO MO-
BpEXIEHUST Pa3TUYaIUCh B 3aBUCUMOCTU OT BJIMSIHUS
MOIUGUIIMPYIOMINX TeHOB U / WK (DaKTOPOB OKpYxKa-
fomieit cpenpl. OqHAaKO BapuabeIbHOCTh C TEHOM Cyp-
dakTaHTHOTO mMpoterHa C He BBISIBJIsIA CBSI3U CO CIO-
pammyeckum HMJI®. Bo3moxHo, B paszsutue MO
BOBJICKAIOTCSI KOMOWMHAIIMM ITOJUMOpP(GU3Ma B3aUMO-
JEUCTBUS MEXIY MOBPEXKISHUEM SIUTEIUATBHBIX KJIe-
ToK Il TMMa ¥ MaToJornyecKMMM MeXaHU3MaMU pernapa-
LIUH.

WccnenoBanust, IpuMeHsSIeMBIe UIST BBISIBJICHUS Te-
HOB-KaHIMAATOB, MOXHO pa3fejiuTh Ha 3 TPYIIHI.
Bo-nepBbix, BbIMOJHSIETCS clLermaeHHbI aHanu3 JJHK
MapKepoB T€HOMAa B CEMbSIX MPU BBISIBJIEHUHU CIieIUdU-
YecKoro (heHOTHIIa (HaIpuMep, ciydan JIESTOYHOTo (puo-
po3a B OJHOI CeMbe), TIPU 3TOM HEOOXOAMMO MCCIEN0-

Tabauua 1

K/mnulco-mopdm/toeuuecxue eapuanmeol noepeafa)enuﬂ A€CKUX, oﬁymomeuubte CCHemMu4ecKumu mymauusimu

SP-B ABCA3
Tun myTauumn AyTOCOMHO-peLeccmBHas AyTOCOMHO-peLeccmBHas
[e6toT B BO3pacTe 1-3 Hea,. 1 Hep.- 1rop
Tucronornyeckas AnbBeonsipHblil NPOTEMHO3

KapTUHa B Ieroy-
HOM TKaHU

AnbBeonsipHbIit NPOTENHO3, AeCKBAMaTUBHAs
MHTEpCTMLMANbHas MHEBMOHMS, XDOHUYECKMiA
NHEBMOHUT HOBOPOXAEHHBIX, Hecneumpuyec-

beaxoe memaboauzma cyphaxmanma

SP-C
AyTOCOMHO-[OMVHAHTHaA
3 mec.- rogpl

[ecksamaTtuBHas UHTEepCcTULUaNbHas NHEBMOHMS,
xpoumecmﬁ NHEBMOHUT HOBOPOXAEHHbIX,
Hecneuuq)meckan WHTepCcTULUNaNbHaa NHeBMOHUS,

Kasi NHTepCTULMaNbLHas NHEBMOHUS nero4Hbli puopo3
YnbTpacTpykTypHble  ATMNUYHbIE MYNLTUBE3N- ATunuyHble Hopma
ocob6eHHoCTH KynsipHbie Tenbua
MporHo3 JleTanbHOCTb B HOBOPOX- [porHo3 pasnnyeH, 0AHaKO NeTanbHOCTb MporHo3 pa3nuyeH, HabniopaeTcs AnUTENbLHas
[LLeHHOM BO3pacTe B HOBOPOX/EHHOM BO3PacTe BbICOKa BbIXMBAEMOCTb
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Bath JIHK mpencraButeneit 3 mokoieHUi 3TOM CEeMbH.
Bo-BTOpBIX, MPOBOASATCS MCCIeNOBaHUS "ClIy4aii—KOHT-
poJib", B KOTOPBIX BBISBIISIIOT B3aMMOCBSI3b MEXY aJlie-
JISIMU T€HOB-KaHIUJATOB WU TeHETUIECKUMU TaIljIoTh-
mamMu (cepru MOJUMOPGHU3MOB OTHOTO M TOTO XKe TeHa)
1 (eHOTUIMNYECKIMU OCOOCHHOCTSIMU BBISIBJICHHOI aJl-
nenu (unu 3abojeBaHueM). B aToM ciyyae He moHamo-
ouTcst nHdOpMaIUs OT CTAPILIEro WU MIAIIIETO TTOKO-
JICHUH, T. K. MICCIeIOBaHWE HAIIpaBJICHO HAa BBISIBICHHE
YacTOThl B IOMYJSILIMU U TIPOBOAMTCS 32 3HAUUTEIHHO
0oJsiee KOPOTKUIA TTepro BpeMeHU. B-TpeTbux, UCroib-
3YIOT METOJ UCCIeOBAaHUS BIUSHUS TIpU3HAKa B CUO-
JIMHT-TIapax.

B HacTos111e€ BpeMsI BeiIeIeHUe ceMEMHBIX (DOpM 3a-
OosieBaHUI (F€HETUYECKU OOYCJIOBJEHHBIX) OCHOBAHO
Ha BBISIBJICHUM OJUHAKOBBIX (DEHOTHUIIOB y WIEHOB
OITHOI CeMbH, TIPA 3TOM B CIIydae MOJUTEHHO 00YCJIOB-
JICHHOM IMaTOJIOTUM Y POICTBEHHMKOB MOTYT OOHAPYXM-
BaTbCs pa3IMuHblE TeHeTUYecKue aedeKThl (ITOJIMMOp-
usmbr). lokazaThb TPUHAIIEKHOCTh CIOPATUIECKUX
clTyJaeB MyTaIlrii 3a00JIeBaHMI K HACJIEACTBEHHO 00yC-
JIOBJICHHBIM HE BCErlia BO3MOXHO, T. K. JIJIT 3TOT0 Tpedy-
[0TCsI GOJIBIIIME MaTepUaIbHO 3aTPaThl, CBSI3aHHBIE C 00-
cJIeIOBaHMEM BCEX 3I0POBBIX WIEHOB CEMbU TMaIIMEHTa.

B pe3ynbrare reHeTMYECKOTO aHAIM3a TeHOB KaHIM-
JIaTOB y TAIlMEHTOB C CEMEHHBIM JIETOYHBIM (hHOPO30OM
BBISIBJICHA OfHA HauboJyiee XapaKTepHas OCOOCHHOCTb:
MpU 3TOM 3a00JIeBAHWUU Yallle BBISIBJISIETCS MYTallUM B
reHe cypdakrantHoro nporenHa (SFTP) C [1, 10, 11].
B uccnenpoBanuu A.Q.Thomas et al. [3], HabmogaBIIEM
cinyvyau cemeitHoit MUIT cpeny KpOBHBIX POACTBEHHU-
KOB, BBISIBUJIM 3aMEHY TJTyTaMUHA Ha JIEUIIMH B CTPYKTY-
pe cypdakranaTHoro nporenHa C. MHTepecHO, 4TO My-
tauun nporerHa C (SFTP) perucrpuposanuch mpu
pPa3JIMYHBIX TUCTOJOTMYECKUX IaTTepHaX — KakK TMpH
UIP, tak u ipu HecneupUuiecKoi UHTEPCTULIMATIBHON
ITHEBMOHUM.

[enetnyeckast uHGOPMaLIUS CTPYKTYPBI CypaKTaHT-
Horo npotenHa C (SFTP-C) nokanu3oBaHa Ha KOpOT-
KOM TIjieue 8- XpOMOCOMBI, TIPU 3TOM T€H UMEET BCETO
6 5K30HOB, 9KCIPECCHUsI KOTOPBIX M 00YC/IaBIMBAET CTPO-
enue anbBeouuToB Il Tuma [1]. ¥ mauueHTOB C cemeii-
HBIM JIeTOYHbIM (ubpo3om Mmytauuu B reHe SFTP-C
B uccnenoBanusix J.E.Loyd u A.W.Musk et al. [10, 11]
HaOJogammch B 4-M 5K30HE TeHa (3aMeHa IIyTaMiHa Ha
apruHuH), a B uccnenoBanuu A. Q. Thomas et al. [3] — my-
Tauuu B 5-M 9k30He reHa SFTP-C (3ameHa riayramuHa
Ha sieiiuuH). bonee Toro, 2 Apyrux BUAa MyTaluu B 3-M
n 5-M 3k30Hax reHa SFTP-C obHapyXuBaJuCh B pas-
JIMYHBIX MCCIEIOBAHUSIX Y HOBOPOXICHHBIX C albBeO-
JISPHBIM TTPOTEMHO30M B COYETAHUU C MHTEPCTULIMAb-
HbIM MMOpaXXeHUeEM JIETKUX uin 6e3 Hero [1, 6, 8].

PacmipocTpaneHHOCTD JIerouHoro (hudpo3a B IIOMY-
nsiuu cocraasier 7—10 cimygaeB Ha 100 000 yenoBek,
no gaHHbIM D.B.Coultas et al. [12]. BriepBbie 00JIbIIYIO
TPYIIy TAMeHTOB C CEMEHBIM JIEeTOYHBIM (prUOpOo30oM
ormmcanu B cBoeM uccinenoBannu R. P.Marshall et al. [13],
B KOTOPOM ObLIIO BBISIBIEHO 25 cemeil Benukodoputanuu
¢ 67 ciygasgmu noaTBepkaeHHoro auartosa NJI® c mo-
MOIIIbI0 KoMmbloTepHOl ToMorpaduu (KT) u rucrono-
rudecku. [1pu 3ToM oKazanock, YTO Cpear BCeX MallMeH-

3ameTKu 13 npakTUku

TOB C JIETOYHBIM (UOPO30M cllydaud ceMeitHoro 3aboJie-
BaHus cocraisior 0,5—2,2 %. bonbilioe ucciaenoBaHue
cemeit 6b110 poBeneHo B CIIA D.Schwartz [1], rne Ob1-
JIo 00cenoBaHo 75 ceMei, B KOTOPbIX HAOII0AaI0Ch = 2
caydyaeB 3aboneBanus. IIpu stom u3 56 ciaydaeB B 25
CEeMbSIX BO3HUKAIU (DEHOTUITMYECKU OMHOTUITHBIC Bapy-
aaTel MJID, a B 31 cembe HabMOOaMMCh (heHOTUITHYEC-
KU TeTepOreHHbIe 3a00JIeBaHMS JIETKHX.

HecMortpst Ha TO, 9UTO B IUTEpaType OITUCAHO MHOXKE-
CTBO HccienoBanuii cemeitnoro MJIM, B mopasisioniemM
OOJIBIIIMHCTBE CIydyad ITOM IMAaTOJIOTMH SIBJISTIOTCS CITO-
pamnyeckumu [1, 5, 7, 10, 12, 14]. Cpeau mauueHTOB
MY>KUMHBI TTpeo0JafaoT Hall KEeHIIWHaMU, 3a00JeBa-
HUe Yalle BbIBIsieTcs y aull ctapiie 50 net. B 6oabiom
nomnyasuuoHHoM ucciaeaoBanuu D.B.Coultas et al. [5],
MPOBEIECHHOM Cpeaud aMepUKaHIEB, OKa3ajoCh, YTO
TosbKO 2,7 ciiyyaeB MJI® nHa 100 000 mpuxomdarcs Ha
Bo3pacT 35—44 roga, a B Bo3pacte 75 netr — 175 ciayvaeB
Ha 100 000, 1 xpaitHe penko JaHHas MaToJOTUs BCTpe-
yaetcs y aeteil. [luk 3abo0€BaeMOCTU MPUXOIUTCS Ha
Bo3pact 66 yiet. [1o JaHHBIM MHOI'MX aBTOPOB, Pacipo-
crpaHeHHOCTh cemeitHoro MJI® cocraBiaser Bcero
0,5—2 % Bcex ciydaeB [7]. I1Ipu 3TOM KJIMHWUYECKU Ce-
MefHbIe CTydan KaKux-JIM0O OTIMYUIL OT Criopajnyec-
koro NJI®D, kpome paHHero aebioTa B MOJIOAOM Bo3pac-
Te, HE UMEIOT.

Xotst mytauuu SFTP-C yaiie Bcero, HoO He 00s13a-
TEJTbHO, HAOJIOAAIOTCS B CITydasiXx CEMEMHOTO JIESTOYHOTO
¢udpo3a. K Tomy ke 00abIMHCTBO nanueHToB ¢ UJIdD
He UMEIOT ceMeitHOTo aHaMHe3a. TakuM o0pa3oMm, B pa3-
BUTHM CHOPAJANYECKUX CJIydaeB JAaHHOTO 3a00JieBaHUS
WUTPAIOT POJb MHOXECTBO MOIUGUIIMPYIONIMX (haKTO-
pPOB, KOTOpBIE TPEOYIOT TeHETUYECCKUX HMCCIICIOBAHMIA.
B nepByto ouepens paccMaTpuBalUCh MyTallUM B CHU-
cTeMe BOCIAJIUTEbHOIO OTBETa — MYTallUM B TEHax
TyMOP-HEKPOTHUYECKOTO (PaKTopa, ero pelenTopoB, Xe-
MOKWH-PETYJIUPYIOIINX TeHOB U MyTallli TeHOB MHTEP-
JekuHOoB 1, 6, 8 1 10, 0omHAKO 3HAYMMOCTh JAHHBIX MYy-
TalMii Ha CErOJHSIIHWI MOMEHT He CTOJIb BhICOKA [1,
14]. KpaiiHe MHTepeCHbIMU MPEICTABISIIOTCS UCCIENO0-
BaHMS MyTallii B CUCTEMe perapaiiiy — reHeTUIeCKMi
MOoJIMMOP(GU3M T€HOB SMUTEIUOLUTOB U (GUOPOOIACTOB
(TpaHchopmupyrommit haktop pocta hudpodIacToB-3,
U aHTUOTEeH3UH-KoHBepTupywiuii gpepment ACE) [1,
14, 15].

Ponb renermueckoit myrauuu SFTP-C, kortopas
paccMaTrpuBaiach Kak KpaiiHe 3HaYMMast TIpy Pa3BUTUU
ceMeHOro JeroyHoro ¢ubposa, B HCCIeNOBaHUU
W.E.Lawson et al., B KOTOpOM M3ydaiuch 89 ciyuaes
CMOPagNyYECKOro JIEerouHoro ¢uodposa, okasajach 3Ha-
YUMOI TOJBKO B 1 % ciydaes [16].

AXTyanbHOM TIPEACTaBIISIETCSl OlleHKA POJIM TEJIoMe-
pa3Hoii aktuBHOCTH ITpu passutun UJI®. [eHeTnueckmii
noarMopdu3M TeJoMepas MPOBeaeH B UCCIeIOBaHUY Ha
>KMBOTHBIX, B KOTOPOM ObLJIa JoKa3aHa poJib 3alIUTHBIX
CBOWCTB TeJIoMepasbl MPXU MHAYKIIUM aIloITo3a B CCIIe-
noBanuu Z.G. Fridlender et al. [17]. [1oBpexXneHHBIE SITH-
TEJMOLUTHI WU SIUTETUOLUTHI, HAXOISIIINECS B COCTO-
STHMM aTlolTO3a, BBISBILIOTCS KaK paHHWE MPU3HAKU
NJI® u nipu co3manuu 0JIeOMULIMH-UHIYIIUPOBAHHOTO
¢udpo3a y mereii. Co3naB TogodHYI0 Moaeab Gpuopo3a,
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HUCCea0BaTe/M 10Ka3ald BaKHOCTb TeJIOMEpa3HOM ak-
TUBHOCTU [JII CO3JAaHUS 3alIUTHBIX MEXAaHU3MOB MpPU
anoITo3e AMUTEINOLIMTOB, a TAKXKe MPY Pa3BUTUU TTPOT-
peccupoBaHusl JieroyHoro gpuodposa.

Oco0eHHO MHTEPECHBIM IPEICTABIISIETCS OMHO U3 MC-
CJIeOBaHMIA cpeny maueHToB ¢ cemeitHbiM UJID, B KO-
TOPOM TOMUMO BapuadenbHOCTU CTPyKTypbl SFTP-C
usyvasics noaumMopdusMm reHoB tenaomepas M.Y.Arma-
nios et al. [4]. BeiaBiaenn 2 reHa teaoMmepa3 — hTERT
n hTR, monuMopdusmMy KOTOPBIX aBTOpPbI MPUIAIOT
LIEHTpaJlbHOE 3HayeHue B (hOpMHUPOBAHUM TIpoliecca
KJIETOYHOU CcMepTH, co3peBaHUsl U crapeHus. [IpoBo-
JMJICSI TEHETUYECKUI aHaIn3 6 ceMeil Ha MPOTSKEHUU
4 TIOKOJIEHU# Mpo0aHI0B, MPU 3TOM YYUTHIBAJIOCH Ha-
Jymanie Mytaiyii hTERT n hTR B couetanuu ¢ UJI® nim
HaJu4yKe aruiaCTUYeCcKOoil aHEMUU B 3TUX ceMbsX. [Ipu
TUCTOJIOTMYECKOM MCCJIEA0BAaHUU y BCEX IPOOAHIOB
¢ NJI® B TKaHM JIETKKUX ObIJ BBISBJIECH MTATTEPH OOBIYHOMR
uHTepcTuManbHoit mHeBMoHuu (UIP), omHako KT-
KapTUHA JIETKUX OblIa pa3MYHOM, YTO OTpaxaao pas-
HYIO CTeTIeHb POTPECCUPOBAHUS "COTOBOTO JIETKOTO".

IIpu cpaBHeHUM KIMHUYECKUX, PEHTICHOJIOTUYEC-
KMX U TUCTOJOTMYECKUX MPOSIBJICHUI CEMEMHOTO 1 He-
cemeitHoro MJI® cyimecTBeHHBIX pa3InuMil HE YCTaHOB-
neHo [18]. OmHako ceMmeitHoe 3a0ojieBaHME OOBLIYHO
MposIBJIsIeTCs B 00JIee MOJIOIOM BO3pacTe U MMeeT 0oJiee
TsKes0e TeyeHue. TeM He MeHee caMasl 0oJIbllasl Mpo-
JNOJKUTEJIbHOCTh — Y O0JIbHBIX, 3a00J1€BaHUE Y KOTOPBIX
BBISIBJIEHO B Bo3pacte 10—20 neT. DT0, BO3BMOXHO, TIPO-
WCXOOWUT U3-3a MEPEOLIEHKU MPOJOKUTEIbHOCTA BbI-
JKUBaHMSI, KOTOpasi 00yc/a0OBJIeHa paHHUM OOHapy>KeHU-
€M MaTOJIOTUU U HavyaJiOM Tepanuu.

IMpuBonum onmucanue ciaydyas cemeiitnoro MJI®.

Bombnas [1.1.B. 51 rona HaGromaeTcst B KJIMHKUKE ¢ HOSIOps 2006 1.
TMoctynuna ¢ anobamMu Ha OJBIIIKY, BOZHUKAOIIYI0 MpU huzuyec-
KOI Harpyske (rmoabeM Ha 2-if aTax, npoxoxnaeHue 150 m). M3 anam-
HE3a MaluUCHTKNU MU3BECTHO, YTO HN3MCHCHHEC (I)OprI aJbLEB PYK
W HOTTel B BUIe "GapaOaHHBIX MAJOYeK" U "9aCOBBIX CTEKON" MPOUC-
xomut ¢ gerctBa. C 1983 1. (B Bo3pacte 26 jieT) B aHAIN3aX KPOBU MPO-
CJIeXKMBAETCS] TEHIEHLIMS K JIEUKOLMTO3Y (max 10 13 ThIC.) U MOBBIILIE-
HUIO CKOPOCTHU ocemanust aputporutoB (COD) mo 20—40 mm/a. [Tpu
3TOM CaMOYYBCTBME OCTABAJIOCh YIOBJIETBOPUTEbHbIM. JlabopaTop-
HO-PEHTTCHOJIOTMYECKOEC 06CJ'ICI[0BaHI/IC NIPUYUHY HE BbISABUIIO. C Bec-
Hbl 2006 I. cTaIu MOSIBJISATHCS CYXOH KallleJIb ¥ OIBIIIKA IpU (hU3MIec-
koit Harpyske. [Ipu ouepeTHOM MPOGUIAKTUYECKOM OCMOTPE OCEHbIO
2006 1. BBISIBJIEHBI U3MEHEHUS B JIETKUX Ha ¢rooporpamme. [lpu mo-
00ceIoBaHUM B POTUBOTYOEPKYJIE3HOM IUCIIaHCepe TYOepKyJie3 He
BhIsIBIcH. BonbHasg Obuta HaIrpaBJICHa Ha KOHCYJIBTAallMIO B KIIMHUKY

TOCTIUTATIbHON Tepanuu U roCIUTAIU3UPOBaHA B OTACICHUEC ITYJIbMO-
HOJIOTUU.

Ilpu ocMoTpe cocTosiTHUE CpeaHeil TSDKECTH, CO3HaHHWe SICHOE.
HopMmoctenuueckoro Tenocinoxenusi. Lluano3 ry6. Passutve mnomn-
KOXXHO-XXUPOBOTO cJiosi yMepeHHoe. [lepudepuueckre mumboy3ibt
He MaJbINUpyIoTCcsl. MBILIeYHasl cUCTeMa pa3BUTa XOPOILO, TUCTAb-
Hble (aJTaHTW PYK U HOT M3MEHEHBbI B Buie "0apaGaHHBIX Majovek”
U "4JacoBbIX cTekon" (puc. 1, 2).

IpixaHue yepe3 Hoc cBobomHoe. [oyoc rpoMKuit, yucThii. Ipyn-
Has KJeTKa UWIMHAPUIECKOU (hOpMBbI, 00€ TMOJOBUHBI ONUHAKOBO
yJYacTBYIOT B aKTe JbIXaHUsl, TEPKYTOPHO HaJ JIETKUMHU JIETOYHBIi 3BYK
C KOpPOOOYHBIM OTTEHKOM. YacToTa NIbIXaTeNbHBIX JBUXEHUU —
18 MmuH~!. [IpIxaHuE XECTKOE, IPyOble CyX1e XPUIIbl Hall BCEIi TOBEPX-
HOCTBIO JIETKUX, KpeIUTalMs B 0a3aJbHBIX OTHENaX JIETKHUX ¢ 00enX
cropoH. ToHBI cepalia MpUIITyHIeHbl. YacToTa ceplevyHbIX COKpalle-
Huit (HCC) — 80 MUH"!, pUTM MpaBWIbHBII. APTepUAIIbHOE JaBJIEHUE —
100 / 70 MM pr. ct. [Tynbcarnust nepudepuuecKux CoCyIoB COXpaHeHa.
KuBoT MsrKuii, 6€3001€3HEHHBIN MPU MaJbIallMK, MeYeHb HE yBe-
mudeHa. Cese3eHKa He MaJbIUpyeTcs. U3ypudeckux sIBJICHHWIA HeT.
IMouku He mampnupyioTcs. CumnTom [lacTepHalKOTro OTpUIIATENb-
Hblii. [pyOoit ouaroBoit HEBPOJIOIrMUYECKOM cuMNTOMaTUKK HeT. LlluTto-
BUIHAs Xene3a — yBenudeHue | cremenu.

[MaunenTtka poaunack B 1957 . O6pazoBaHue BbICILIEE, MHXKEHED.
C 2001 r. — unBanun I rpynmel (1o MOBOAY MOCIEACTBUIT aBTOABAPUM).
BosaeiicTBuio npodeccuoHaIbHbIX BpEIHOCTE! He MoaBepraaach. 3a-
MyxeM, 2 neteit. Kyput ¢ 16 et mo 1—2 mauke curapet B IeHb. AJIKO-
TOJIEM He 3JI0yTIOTPeOIIsieT, HAPKOTUIECKHE BEIleCTBA HE YITOTPEOIIsIeT.

TlepeHeceHHbIe 3200JIeBaHMS: XPOHUUECKUI TTHUeTOHEeDPUT, Hed-
POTITO3 CTIpaBa, alleHAKTOMUS, aBToaBapus B 1994 t., momoboutai-
rusi, HecaxapHblii auadet ¢ 1997 r, nuddysHbiii 306 [-II crenenu
¢ 1997 ., xpoHNYeCKUi TUPeOUIUT ¢ 1999 ., TPaBOCTOPOHHSIST HUXK-
HemoseBas THeBMOHMS B 2006 I, XpOHMYECKast 9K3eMa.

HacrencrBeHHbIT aHaMHe3: MaTh 78 JIeT ¢ caxapHbIM auadeTom 11
TUTIA, apTePUATTbHOI TUTIEPTEeH3UEH, NIIIEMUIECKON GOJIE3HBIO Cepi-
11a, OTell yMep B Bo3pacTe 62 JieT OT XpOHUYECKOTo 3a00JIeBaHUSI JIeT-
kux. M3BecTHO, 4TO OTell paboTal Ha IIaxTe, rJe KOHTAKTHPOBAT
¢ BosibpamoM. Co CJI0B OOJIBHOM, OTMEUYaJIoCh U3MEHEHUE TaJlbLIeB
PYK B BHzIe cuMIiToMa [WmmokpaTa u 10 paboThl Ha maxrte. OTel KypuT
10 2 TauK¥ CUTapeT B IeHb. bpaT u cectpa oTiia yMmepiu oT XxpoHUYec-
KOTO JIeroyHoro 3abosieBaHus 10 35 JieT (KOHKPETHBIX JaHHBIX HET).
Munanimast cectpa 60JIbHOM aKTUBHBIX XKaJ00 HE TPETbSIBIISIET, OMHAKO
¢opma nanpLeB pyK U3MEHeHa.

Ilpu aHanu3e KpoBU Yy OOJBHON OOHApYXEHbI JIEHKOLMTO3 10
13 thic., COD 10 43 MM/, MOBBILIEHO COAEPXKAHUE A2~ U B-TII00YIH-
HOB (13,7 % u 14 % cootBeTcTBeHHO), CPb — 2,16 Mr/mn (HopMa —
0-0,8).

Ipu uccnenoBanuy GyHKIMK BHelnHero apixaHust (PBJ1) BbisiB-
JIEHBbI HE3HAYUTETbHBIE BEHTWIIIIIMOHHBIC HAPYIIEHUS TTO CMETIaHHO-
My tuny (kuzHeHHast eMkocTb Jerkux (KEJT) — 3,54 i1 (85 %), o6bem
(opcupoBaHHOTO BbIoxa 3a 1-10 ¢ — 3,05 11 (76 %), unnekc TuddHo —
77 %). Ilpu GomuruieTu3Morpaduy OTMEYEHO CHUKEHHE OOIIei
eMKocTH Jierkux (10 76 %) ¢ ymepeHHbIM cHuxeHreM KEJT (80 %) —
TIPU3HAKK pecTpukimu. ObIee GPOHXUATBHOE COMIPOTUBIICHUE B HOP-
me. [Ipu uccnenoBanuu nuddy3HOIl CIOCOOHOCTHU JIETKUX 3apEerucT-
PUPOBAaHO ee yMepeHHoe CHIkeHue 10 36 %. ITocpeacTBoM pubdpo-
OpOHXOCKONUM BBISIBJICH MUM@Y3HbII 2-CTOPOHHMI KaTapalbHbIi
9HAOOPOHXHUT | cTereHu.

MoxkpoTta ciau3uctasi, Jeikouutel — 5—10—15 B mosie 3peHwusl,
3pUTPOLIMTOB — 0—1 B 1oJjie 3peHus1, 303MHOGMUIIbI EAMHUYHBIC B TIpe-
rmapare, cofiepXaHue WIMHIPUIECKOTO U TUIOCKOTO SIUTENNST HeBe-

Puc. 1. i3MeHeHMe TUCTANBHBIX (halaHT PyK B Bue "0apabaHHBIX Ta-
JIoueK" M "4acoBbIX CTEKOJ"

Puc. 2. UameHeHMe TUCTANBHBIX (haTaHT HOT B Buje "0apabaHHBIX Ta-
JIoueK" 1 "4acoBBIX CTEKOJ"
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Puc. 3. MCKT opraHoB rpynHoii kjietku 6oiabHoit U.B.T1.

JIMKO, cojiepXaHue MakpodaroB Bbicokoe, crimpanu Kypiimana — 1
B npemapare, kpuctayutbl Lllapko—JleiineHa, amacTuueckue BOJIOKHA,
aTUMUYHbIe KJIETKU He HaiiieHbl. Makpodaru ¢ sIBIeHreM XUPOBOTO
MepepoXKICHMS.

Ha anekrpokapayiorpaMmme put™M CHYCOBBIH, TipaBiIbHbIN, YCC —
82—83 MuH"!. BbIsIBJIEHbl TOPU3OHTATBHOE MOJOXEHUE BJIEKTPUUEC-
KOIf OCH cep/Ilia U Teperpyska npasoro mpencepaus. Ha axokapmamo-
rpaMMe JIEBbI# xkenynodek — 4,3 cM (HopMa — 110 5,5 cM), JieBoe npeji-
cepaue — 3,0 cm (Hopma — 1o 4,0 cM), TIpaBblii kenymouek — 1,8 cm
(HOpMa — 110 2,6 cMm). TosiMHA CTEHOK: MEXKETyI0YHOM TIeperopo-
ku — 0,8 cM (HopMa — 10 1 cMm), 3anHei creHku — 0,9 cM (Hopma — 1o
1,1 cMm), npaBoro xenynodeka — 0,3 cm (Hopma — 1o 0,4 cm). Xapak-
Tep IBUXKEHUSI CTEHOK He 3MeHeH. Ob11asi cokpaTuTenbHast GyHKLMS
He HapylleHa, @pakuus BeioOpoca — 63 % (HopMma — 55 %). Mutpab-
HBII ¥ a0pTabHbIN, TPUKYCTIMIATbHbBIN KJIaNaHbl U KJIaNaH JeTOYHOR
apTepuu He U3MeHeHbl. CTEHKU aopThl YMEPEHHO YIJIOTHEHBI. JloT-
iep-Kapauorpadryeckast KapTuHa — 6e3 0COOEHHOCTEI.

IIpu KT opraHoB rpyaHoi KJIeTKA OOHApYXXeHbl U3MEHEHUS Jie-
TOYHOTO PUCYHKA B BUJIE aJIbBEOJINTA, IMbU3eMaTO3HbIX Oyt Omnpe-
nensieTcsl yBelarueHue JuMbaTUuecKux y3soB cpeaocteHus. Heobxo-

,
| l

Puc. 4. ameHeHnue danaHr naableB cectpbl 6oibHON WM.B.I1. (Bun

CBEpXy)

3ameTKu 13 npakTUku

JIUMO C/IeIaTh IUarHOCTUUECKUIA BBIOOP MeXIy pa3auuHbIMU opma-
MU aJIbBEOJINTA U CapKOUI030M (puc. 3).

B Hos16pe 2006 . GbLTa MTPOBeaecHA BUAEOTOPAKOCKOITMIECKast Ou-
oricus Jsierkoro. ITo 3akioueHuIo naTtoMopdoioros, IMarHoOCTUPOBa-
Ha OOBIYHAS WHTEPCTUIMAIbHAS ITHEBMOHUSI C YMEPEHHOU aKTUB-
HOCTBbIO BOCHaJieHUss U (HOpMUPOBAHUMEM "COTOBOTO JIEFKOTo".
Matepuanbl Ouornicuu ObLIM TMOBTOPHO mepecMorpeHsl 1 B HUU
nysbMoHosioruu (npod. A.J1. Yepusessim), Tie IMarHO3 MOATBEPANICS.

B cBsI3U ¢ U13MeHEeHUsIMU (hOpMBbI MAJBLEB PYK ObLIa 00CIeI0BaHA
cectpa 6onbHOI — [1.M.B. 49 net — He B motHOM 00beMe. Vi3meHeHust
MUCTATbHBIX (DaJaHT PyK B BUAE CHMIITOMa "GapabaHHBIX Maloyek"
¥ "4acOBBIX CTEKOJ" TaKXke OoTMedaeT ¢ aeTctBa. Kyput ¢ 15 jer mo
1 mauke B ieHb. 2Kajno0 He npeabsBIseT.

IIpu ocMmoTpe BBISBICHB M3MEHEHUs (haJlaHT TalbIeB PYyK
(puc. 4—6). AyCKy/IBTaATUBHO BBICIYIIMBAIACH KPEMTUTALIMS B HUXKHHIX
oTJeax B HeOOJIbIIOM KoJInYecTBe. 2KU3HEHHBIN 00beM JIETKUX B TTpe-
nenax HopMbl. [pusHakoB o6ctpykimu HeT. Ha MCKT opraHoB rpya-
HOH KJIETKM B OOOUX JIETKMX, MPEUMYLIECTBEHHO B CyOIUIEBPalIbHbBIX
1 0a3aTbHBIX OT/ENaX, OTMEYAeTCs HepaBHOMEPHOE MOHWXEHUE BO3-
IYIIHOCTU JIETOYHOU TKaHW TUIa "MaTOBOro cTekia”, Ha ¢oHe KOTOo-
pOro BU3YJIM3UPYETCS PE3KO YTOIIIEHHbBIN JErOUYHbIA UHTEPCTULIMIA
(TIPEMMYIIIECTBEHHO MEXIOJBbKOBBI M BHYTPUIONBKOBEIN). B cy6-
MJIEBPAIBHBIX OTJAENAX OIMPEAEISIOTCS YJacTKM "COTOBOTO JIETKOro".
CTeHKY OPOHXOB YTONIIEHBI. KOpHY JIETKMX pacIIMpeHbI 3a CUET BETBel

Puc. 5, 6. U3menenue ananr manbiieB cectpbl 6omabHoi WU.B.I1. (Bun
cOOKY)
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Puc. 7. MCKT opraHoB rpyaHoii KjieTku cectpbl 6oabHoi U.B.I1.

JIeTouHOM apTepuu. JlumbaTrueckue y3iabl He yBEIMYCHBI. 3aKioue-
Hue: KT-KapTuHa MHTEPCTULIMATLHON MTHEBMOHUM (puc. 7).

IMonyyeHHbIe pe3ysibTaThl 00CAeNOBaHUS CECTPbl OOJILHOM, NaH-
Hble HACJIeJCTBEHHOTO aHaMHe3a MO3BOJWIN Ha OCHOBAaHUU Jlabopa-
TOPHO-MHCTPYMEHTAIBHO-PEHTICHOJOTMYECKOTO UCCIELOBAHUS BbI-
CTaBUTb JMArHO3: CEeMEWHBIM MAMOIATUYECKUM JIeTOuHbI (Gubdpo3
(0OblYyHAsI MHTEPCTULIMAJIbHASL MMHEBMOHMSI) C YMEPEHHOW aKTHB-
HOCTBIO BOCTIAJICHUSI ¥ POPMUPOBAHMEM "COTOBOTO JIETKOTO"; XpPOHU-
YECKUI OPOHXUT KypWJblLIMKAa B CTaAuM OOOCTpeHMs; Oysuie3Has
sMbu3zeMa; XPOHUUECKUE BEHTUISIIIMOHHbIE HAPYLIEHUS TTO CMELLaH-
HOMY TUIly; HecaXxapHbIii AUabeT LEHTPATBHON (OPMBI; TIEpBUIHAS
runepTpoduyeckasi ocTeoapTponaTus.

[MpoBeneHo 3 Kypca MmyIbcOTepanuu: MPeaHN30JI0H B 103¢ 600 MT
BHYTPMBEHHO KaIleJIbHO 3 pa3a B JIeHb, LnKiIopochan — 600 Mr BHYT-
PUBEHHO. 3aTeM MPOBOAMIACH Teparusi CUCTEMHBIMU TJIIOKOKOPTU-
KOCTepOUaMK: METHIPEIHM30M0H — 16 MI B CYyTKH, CIIUPOHOJIAK-
TOH, MMpaTponusi OPOMUZA, OMENpa3oy, SHOKCANAPUH HATpUl —
TONIKOXHO, CYKpaibdaT, MeHTOKCU(WITNH — BHYTPUBEHHO Kallejlb-
Ho. Ha doHe Tepanuu cocTosiHUE yayuylIMJI0Ch, YMEHBIINUIACH BbIpa-
JK€HHOCTb KalllIsl U OJBIILIKHU, YBEJIUYMIACh TOJEPAHTHOCTb K DU3U-
YeCKUM Harpy3Kam.

Jl1s1 pelueHus1 Bornpoca 00 OLEHKe BO3MOXHOIO BKJaaa IeHeTH-
yeckux akTopoB B passutue MPJI y marmentku [1.1.B., ee cectpsl
I1.M.B. u cbiHa K.M.B. 6b11 TpoBeieH TeHeTUYeCKUil aHaiu3 (Tabt. 2).

TeH / nonumopduam Annenb pucka
n.M.B.
SFTPA1 R219W OT T CT
TERT R865H (2594 G>A) A GG
TERT R865C (2593 OT) T cc
TERT (V747-X)1-BP DEL T delT wt
TERT(rs2736100) G>T T GG
MMP1 (1607 delG) 2G 1G
CekBeHupoBanue reHa TERC - MyTauuit He 0GHapyXeHO

Kak cyiemyer M3 IMOJyYeHHBIX NAHHBIX, U3BECTHBIX ajljleieil pucka
UDJ npu anammse mapkepoB TERT R865H, TERT R865C, TERT
(V747-X)1-BP DEL T, TERT (rs2736100), MMP1 (1607 delG), a Tak-
ke MyTanuit B kopupytoieit oonactu reHa TERC y o6cienoBaHHBIX He
oOHapyxeHo. AHanu3 nosumopdusma R219W OT rena SFTPAI no-
Ka3aJl HUTMYKe TeTepO3UTOTHOTO BapraHTa y manueHTku [1.M.B. u ot-
cyrcTBue usmeHenuit y I.1.B. u K.1.b.

3akJoyeHue

Takum o6pa3oM, €IMHCTBEHHBIM OOHApPY:KEHHBIM HE-
OJIAaTONPUATHBIM BAPUAHTOM, aCCOLIMUPOBAHHBIM C TTOBBI-
meHHBIM puckoM M®DJI, seisgercs R219W OT y mamu-
entku [1.M.B. KnnHuyeckasi 3HaUMMOCTb YKa3aHHOTO
BapuaHTa i1 passutusi UPDJI Oblia BiepBbie OKa3aHa
B XOJI¢ aCCOIMAaTUBHOIO MCCJIEI0OBAHMSI, BBIMIOJTHEHHOTO
M.Selman et al. [14]. [JaHHbIe O PacPOCTPAaHEHHOCTHU
BapuanTa (T) ykazaHHoro moiaumopdusMa B eBpoIieii-
CKOI1 TOMyIsIUM orpaHnyeHbl. Tak, B 6a3e JaHHBIX MO
HYKJICOTUAHBIM TOJIMMOp¢MU3MaM TeHoMa uYejoBeKa
dbSNP mig eBpomnelilieB yka3aHa pacrpOCTPaHEHHOCTh

Tabauua 2
Pe3zyibmamut zenemuueckozo anaauza
TeHoTun
N.1.B. K.1.B.
cc cc
GG GG
cc cc
wt wt
GG GG
1G 1G
MyTaumii He 0GHapyXeHo MyTauuit He 06HapyXeHo
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BapuanTa T okomo 4 %. [1o ApyruM naHHBIM, OHA MOXET
npocturath 8 %. B oTiMuune ot MyTaluii B reHax TeJoMe-
pa3 TERT u TERC, X)ecTKo ClLieTJIEeHHBIX C pa3BUTHUEM
NOJI, momumopduzm R219W OT rena SFTPAL sBnsiet-
Ccsl OTHOCHUTEIBHO pacIpocTpaHeHHBIM. Hecmotps Ha
TO, YTO YKa3aHHBIN MOJUMOPGhU3M BCTPEYaeTCs valle y
naueHToB ¢ UDJI, nenatb BHIBOABI O HACIEACTBEHHOM
XapakTepe pa3BUTUS 3a007€BaHUS TOJBKO MO HATUYUIO
eIMHCTBEHHOTO BapuaHTa 219W HeobocHOBaHHO. Tak-
K€ CJIeayeT OTMETUTh OTCYTCTBUE 3TOrO BapMaHTa y ApY-
TUX YIEHOB CEMbU. AHAJIU3 MOJYYEHHBIX B XO/I€ F€HETH -
YECKOTO MCCJEeNOBaHUS NAHHBIX HE MO3BOJSIET HaM
cymuth o 3HauyeHnu reHoB SFTPA1, TERT, MMPI1
1 TERC B pa3BuTuu uauornaTudeckoro pudposa Jerkux
y 00cCJiIelOBaHHBIX MALIMEHTOB.
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