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Pesiome. ['eHeTHUecKre acTIeKThl CEMEMHBIX M30JUPOBaHHBIX aneHoM rurnodusa (FIPA) ctpeMutenbHO paciiupsiioTcsl B TeUEHUE
MOCJIEAHUX HECKOIbKUX JeT. OGHapyKeHO, 4To 0K0J10 20% 3T1x cemeit FIPA nMelot myTainuu B rene AIP, konupyioiieM GeI0K apui-
yriaeBoaopoaHoro perenropa. KoanuectBo BoisiBieHHBIX AIP-mionoxureabHbix FIPA cemeit pactet Bo Bcem Mupe. Kirouegwie crosa:

adenombl eunogpuza, AIP, FIPA.

New opportunities in the treatment and management of acromegaly
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Resume. Genetic aspects of familial isolated pituitary adenomas (FIPA) are expanding rapidly in the last few years. Around 20% of these
FIPA families have been identified to have mutations within the aryl hydrocarbon receptor interacting protein (A/P) gene. The number
of identified AIP-positive FIPA families is increasing all over the world. Keywords: pituitary adenomas, AIP, FIPA.
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KpOMeETaJIUSl SIBIISIETCS TSKEJIBIM HEMPOIHITOKPUH -

HBIM 3200JIEBAHUEM,, KOTOPOE SIBJISIETCS CIIEACTBUEM

XpoHW4ecKol runeprponykimu I'P u mHcynmuHOMO-
nmobHoro poctoBoro dakrtopa 1 (MP®P-1). KauecTBo ku3Hu
MalMEeHTOB, 4acTOTa MOPaXXeHUsS Pa3IUYHBIX OPraHOB
U CHUCTEM U MPOJOJIKUTEBHOCTh XU3HU 3aBUCAT OT KOH-
ueHtpaunii ['P u UPO-1.

OCHOBHOI TPUYMHOM aKpPOMETATIUU SIBJISIETCS] OITYXOJTb
runodusza, Kotopast y 60JbIIMHCTBA (10 75%) MalMeHTOB
JIOCTUTAET 3HAYUTETbHBIX PA3MEPOB U BEIXOJIUT 34 MPEAEIIbI
Typeukoro cemia. Llensamu nedeHuns: akpoMeraauu SIBJs-
[oTCsT: HopManm3anust cekpeuun I'P u UP®-1, a takke
KOHTPOJIb Hall pa3dMepaMu Omyxoju rumnodusa (OTcyT-
CTBUE MPOTPECCUU POCTA WIU YMEHBIIEHUE €€ PAa3MEPOB).
YacToTa peMUCCHM aKpOMETaINK TToCTie HepoXupyprudec-
koro ynaieHus ['P-npogyuupyroieii omyxoiu runogusa
HE MPEeBBIIAET, MO JAHHBIM Pa3JTUYHBIX UCCIEJOBAHUMA,
33—53%, noatoMy okojio 60—67% MalMeHTOB HYKIAIOTCsI
B IOTIOJTHUTENTbHOM 3(P(EKTUBHO Tepanu. YUnThIBasI He-
3HAYUTEJbHYIO 3 (HEKTUBHOCTD JIy4YEBBIX METOJIOB JICUEHMUST
aKpoMerajauu, MeJUKaMeHTO3HOe JieUeHUEe JaHHOTO 3a00-
JIEBAaHUS CTAJIO UTPATh 0OJIEE CYIIIECTBEHHYIO POJIb.

HoBbIM nepcnieKTUBHBIM HAMPaBAEHUEM MeIUKaMEH-
TO3HOTO JIEYEHUS] aKPOMETAJIUU SIBJISIETCSI UCITOJIb30BAHUE
MpenapaTtoB, BBI3bIBAIOIINX KOHKYPEHTHOE WHTUOU-
poBaHHUe pelenTopoB nepudepudyeckux tkaHei kK I'P.
M3BecTHO, 4TO pelenTop COMaTOTPONMHA COCTOUT U3 IBYX
CyOBEeTMHUII, OJJHOBPEMEHHAS aKTUBM3aIIMST KOTOPBIX IO
pusiHueM ['P cmocoOctByeT auMepusanuu GyHKIIMOHU-
PYIOLIETO pelenTopa, 00ecrneymuBasi TEM CaMbIM UHAYKIIUIO
cuHTe3a u cekpeunt MPD-1.

Mpebl nipeAcTaBisieM BallleMy BHUMAHUIO KIMHUYECKUIA
ciyyai maluyeHTa, JJINTEJIbHO TTOIyYaloIero aHaJIOTu CO-

MaTocTaTWHA, MajbHelIass TaKTUKA BeIeHUS] KOTOPOTO
CTaBUT Iepe] KIIMHULIMCTOM Psifi BOIIPOCOB.

IMauuent ., 1977 roga poxneHusi, cauTaet cedst 60J1b-
HBIM C 14 JjieT, Korma crtajq OTMedaTh OBICTpOE yBeIude-
HHe pocTa (B TOJ IPUPOCT cocTaBist 5 + 6 + 8 + 10 cm),
B HacTosllee BpeMsl pOCT MalueHTa coctanisier 202 cM.
B 15 neT nosiBUIMCH EpUOJUYECKUE TOJIOBHBIE O0JIN, KO-
TOpBIE 3aTE€M CTAJIU 00Jiee UHTEHCUBHBIMU U TIpUOOpeu
TOCTOSIHHBIN XapakTtep. [IpuHUMan aHAJIBIETUKA B OOJIb-
IIUX T03UPOBKax, 6e3 cToitkoro addekra. B 16 et mpo-
BeJIEHA JIa3€ pOKOATYJISIINS MO TMTOBOAY OTCIOMKU CETYATKU.
ITponoxanu 6eCIOKOUTD TOJOBHBIE 00U, MTOSBUJIUCH TO-
JIOBOKPYKEHUSI, IEPUOIUIECKH TTOHKAToCh AJl.

B 17-netHem Bo3pacte obpatuicsa B HUU Helipoxupyp-
My M. BypJieHKO B CBSI3U C TIOCTOSTHHBIMU WHTEHCUB-
HBIMU TOJIOBHBIMU OOJISIMU, KOTOpbIE He KyNMUPOBAJINCh
MPUEMOM aHAJIBI€TUKOB, MU30[JaMU MOTEPU CO3HAHUS.
ITpu o6cnenoBanuu Ha KT rosoBHOro Mo3sra Obl1a BbISIB-
JIeHa 3HAoNapace/UIsipHas aieHoMa runodusa 1 poBeieHa
ramMmMa-Tepanus Ha rurno@usapHyo 001acTb B CYMMapHOU
nose 52 I'p. B mocnenyyeBoM mepuone Oblla Ha3HAYEHa
3aMECTUTEJIbHAS Tepanusl TUIIOTUPEO3a U HANMOYEUHU-
KOBOU HEJOCTATOYHOCTU: TUPEOTOMOM U KOPTU30JI alle-
TatoM. ['0of CIyCTS TOJIOBHBIE OONU YCUJIWINCH, BHOBb
obpatunca B HUUM weitpoxupypruu uM. bypaeHko, raoe
onpezesieH 6a3abHbIl ypoBeHb CTT, KOTOPBIN COCTaBUIT
6omnee 50 Hr/mJ1, Torma e ObUTO BHISIBJIEHO Y3JI0BOE 00pa-
30BaHUeE B IMUTOBUIHOM Xxene3e (1,4 x 1,2 cm). B 19-net-
HEeM BO3pacTe MalMeHTy OblIa MpOoBeJeHa TPaHCHA3aIbHAS
aJleHOMAKTOMMSI, TIOCjIe Yero crtajl Habmonatecsd B ®I'BY
DHIOKPUHOJOTHYECKUIA HaydHbIi eHTp (DHLL). B 1996 1.
B ®I'BY DHII npu o6cnenoBaHUY BHISIBJICHO YBEJIUUEHUE
y3/1a IUTOBUAHOM XeJe3bl (10 2,5 X 1,6 ¢cM), BbIIOJHEHA
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cyOTOTaibHAST PE3eKIMs JIEBOM JOMM HMIMTOBUTHOM XKe-
JIe3bl 10 TIOBOAY y3710BOro 300a. [IpoBonuiack KOppek-
s 3aMmectuteapHoll Tepanuu. B Putm CTT cocraBuit:
8.00 — 83,1, 16.00 — 43,9, 23.00 — 56,1 ur/mi. YpoBHU
TTT, JIT', ®CT, npojakTHHA M TeCTOCTEPOHA HAXOMIINCH
B Tipefenax pedepeHcHbIX 3HaueHUi. C Leblo aHTUITPO-
nudepatuBHOro 3¢ deKTa Ha3HAYeH HOPIPOJIaK B 103€ 10
300 mr/cyr. Ha pone mpuema Hopriponaka yposeub CTT
cHm3uicd 1o 8—13 Hr/ma. Poct GonbHOTO TIpomoskat
yBenuuuBarbes, ypoBeHb CTI Ha done mpuema 300 mr
Hopmiponaka coctassit 1o 70 Hr/mi. B 1997 r. HazHaueHO
nedyeHre CangocrtatHoM 0,1 Mr 1oakoxHO 2 pa3a B IeHb,
Ha (poHE Yero oTMETWJI YMEHBIIIEHUE TOJIOBHBIX OOJIE.
Yepes 2 mecsua jeyeHue CaHIOCTaTUHOM OBUIO TTpEKpa-
IIEHO M3-3a TOPOTOBU3HHKI MpenapaTta. B 1998 r. neuenue
CaHgocTaTUHOM npoBoauiock Kypcamu, ypoBHU CTT co-
crasn 19,9—30,6 ar/mit. B 1999 r. k Tepanuu noGasiieH
KabeprojiuH.

ITpucoennHenue K repanuun CangocratuHom JIAP nuv-
TEJIbHO NEeMCTBYIONIMX arOHUCTOB nodamMuHa (Kabepro-
JINHA) B psAE CJTydaeB CIIOCOOCTBYET 0oJiee BHIPAXKEHHOMY
KnruHu4Yeckomy 3ddexrty. [lpu couyetaHHOM neWCTBUU
9TUX TIpenapaToB 3(hHEeKTUBHOCTD JIeUeHUST (TOCTIKEHME
6e3onacHoro ypoBHs I'P u Hopmanuzaums yposHst UPD-1)
yBeJmuuBaetcs 1o 75%.

Ha stom one CTT B npenenax 10,0—19,9 ur/mi. B no-
CIeayIOUIEM MTPOBOJWIOCH J€YEHUE PA3TUYHBIMU JO3U-
poBkamu CanmocrtatuHa JIAP u kabepronuna. B 2004 r.
Ha MPT ronoBHOTO MO3ra BBISIBIEHA JOTIOJTHUTEbHAS
TKaHb B O0OMX KaBEPHO3HBIX CUHYCaX. TakuMm o0pa3oMm,
3a BCE BpeMs JMHAMUYECKOTO HAOJIONEeHUSI, HECMOTPSI
Ha MPOBOIUMYIO Teparuio, CHUKEHUS] TOPMOHAJIBHOM aK-
TUBHOCTU 3a(pUKCUPOBAHO He ObL10 (Tada. 1), HO y manu-
eHTa Ha (h)OHe KOMOMHUPOBAHHOTO JIEYEHUS] OTMEYaIach
KJIMHUYECKAsl PEMUCCUS: YMEHBIIUIIUCH CIa00CTh, TOTJIU-
BOCTb, TOBBICHJIACH PAOOTOCITOCOOHOCTb.

[Tpu ouepentoii rocnutanu3anu B ®I'BY DHII BeIsIB-
JIeHA OTpULIATEIbHAS JUHAMUKA B TOPMOHAIbHOM aHAIU3€e
(cM. Tabi. 1), Ha MPT rojgoBHOro Mo3ra — JOMOJTHUTENb-
Has TKaHb B KABEPHO3HBIX CUHYCAX, TIOCIEOTIepalIMOHHBIE,
TOCTYyYEBbIE U3MEHEHUS CEJUISIPHOI 00JIaCTh, KABEPHO3-
HBIX CUHYCOB. [10 cpaBHEHUIO C TIPENBIIYIIAM UCCIIeI0BA-
HUEM — 0e3 CYIIeCTBEHHOW TMHAMUKA Pa3MepOB.

B HacTtosimiee Bpems y manmeHTa ¢ akTUBHOM aKkpoMe-
rajveli He BBISIBJICHO CepAeYHO-COCYINCTHIX 3a00JIeBaHMIA.
B T0 ke Bpemst mepcucTupyeT rurnepxoiecTepuHeMust, ypo-
BeHb XoJiecTepuHa 6,6 MMoub/1 (3,3—5,2).

Tabauya 1
Ypoetu CTI n UP®-1 naumeHTa npu AMHaMUYeckoM HabnioaeHm
Boapacr, n CIT, NPd-1,
eyeHve
ner Hr/MA Hr/MA
16 JlyyeBad Tepanus 6onee 50
19 TpaHcHa3anbHas aAeHOMIKTOMUS 192,2
19 KeuHaronug 8-13
21 Keutaronup + 20 mr CaHpoctatuH-J1AP 19,9-30,6
2 20 mr CaHgoctatuH-J1AP + 10,0-19,9
kabeprosvH 1 Mr B Hepento
20 mr CaHpoctatuH-J1AP +
% kabepronvH 1 Mr B Heaenio e il
28 30 mr CanpoctatuH-JIAP + 378 4977
kabeprovH 1 Mr B Hegento
30 30 mr CanpoctatuH-JIAP + 56,7 695,9

kabepronvH 1,5 Mr/Henenio

OCHOBHBIM € BOMPOCOM MepeN KIMHULUCTOM SIBJISI-
eTcs MajbHeIas TakTuKa BeaeHus: nauuenTa. [loBTopHas
JIyyeBasl Teparus Wiu UCIOJIb30BaHUE HOBBIX MEIUKAMEH -
TO3HBIX CPEACTB?

Ha coBpeMeHHOM 3Tame Jy4eBOil MEeTOJ JIEUeHUS 3a-
KJII0YAETCS B UCMOJb30BAHUU CTEPEOTAKCUYECKUX METO-
JIOB PAIMOXUPYPTUU — MPOTOHHOTO O0IyYeHus runodusa
U raMMa-HOXa, BO3IeCTBUE KOTOPBIX HOCUT BoJjiee Jo-
KaJIbHBIA U MEHee 0e30MacHbIi 111 OKPYXKAIOIUX TKaHel
xapaktep. OnHaKO MPU NPOBEIECHUM JIYYEBOU Tepanuu
cHIxeHUe KoHueHTpaunit I'P u UP®-1 mo 6e3omacHOTO
YpOBHS HabuonaeTcs: Toabko crycTs S—10 u Oosee nert.
D70, 10 CyTH, 00peKaeT NallMeHTa Ha JJINTEJIbHBIN IEpUOT
JIEKOMITEHCAIlMU, YTO HETaTUBHO BJIUSET HA MPOJOJIKU-
TEJIbHOCTh XWU3HU. [103TOMY C y4eTOM OTCPOUYEHHOTO (-
¢ekTa OT MPOBEAEHHOIO OOJYYEHUS U BBICOKOTO PUCKa
Pa3BUTUS OCJIOXHEHUH (TUIOMUTYUTApU3M, HEBPOJO-
TUYECKUE HapYILIEHUS, JIyYeBble HEKPO3bl, MOCTIy4YeBas
SHIIe(aToNaThs ), CHUXKAIOIINX KAYECTBO XXU3HU U BBIKU-
BAaeMOCTb, MOKA3aHUS K JIy4€BOMY JICUEHUIO B HACTOSIIEE
BpeMsI 3HAUUTENIbHO CYXEHbI. DTOT METOJ, UCIIOJIb3yeTCS
b0 npu Hed(hHEKTUBHOCTU, JUOO MPU OTKa3ze OO0sb-
HOTO OT OTIEPATMBHOTO U/WJIN MEIUKAMEHTO3HOTO Jieue-
Hud [1, 2].

JaHHbBIA MaUWEeHT SABISETCS KaHAUAATOM UISl TTOTyYe-
HUS Tepaluy aHTATOHUCTAMU PELIENITOPOB TOPMOHA POCTA.

IlerBrucomMaHT, SIBASIOIIMUIACS AaHTATOHUCTOM PELIEINTO-
POB FTOPMOHA POCTa, OJOKUPYET OUOJTOTUYECKOE NEUCTBUE
CTT, 4ro nposBisieTCs CHUXKEHUEM U HOpMaJIU3alluel co-
nepxanust MP®-1 B cbIBOpoTKe KPOBU OOJIBHBIX aKPOMeE-
rajueit B 97% ciydaes, TOTIa KaK ypoBeHb TOPMOHA pOCTa
B CBIBOPOTKE KPOBU OOJTbHBIX OCTAaeTCS HEM3MEHHBIM |3, 4].
bnokana peuentopoB CTI' conmpoBoxaaeTrcss HE TOJbKO
HopMmaym3anueid MPP-1, HO 1 n3MeHEeHNEM COIepKaHUS
JIMITIONPOTEUHOB, KOPTU30Ja, JENTUHA, OMOXUMUYECKUX
MapKepOB KOCTHOW TKaHU, YTO SBJSIETCS CBUAETEIBCTBOM
5(bGEKTUBHOCTU METBUCOMAHTA B OTHOIIEHUY HOPMAJIH -
3aUUM OMOXMMMYECKUX MoKa3aTesieil, KOTOPble UCXOAHO
ObUTM HapYyLIEHBI y OOJIBHBIX AKPOMETATUEN MO/ BIUSTHUEM
n3obiTouHoi cekpeuuu CTT [5]. Takum oOpaszom, jede-
HUE TTerBUCOMAaHTOM HOPMaIn30Bajio 06l ypoBeHb MPD-1
1 OMOXUMUYECKHUE TTOKA3ATEIHN.

B HacTos1iee BpeMsi Bce yalle NpUXOIUT OCO3HAHUE
TOTO, YTO MHOTHME OOJIE3HU UMEIOT B CBOEI OCHOBE MOJIEKY-
JISPHO-T€HETUYECKUE MPUYUHBL. [‘eHeTnYeckre MyTaiuu
MOTYT BO3HUKATb B OJHOW €TMHCTBEHHOM KJIETKE U MPUBO-
JIUTh K €€ MOHOKJIOHAJIbHOW Mposudepaunu u GopMUpPO-
BaHUI0 onyxoyu. C Ipyroi CTOPOHBI, TOT K€ FeHETUYECKU I
JebeKT MOXET BO3HUKATh MPU raMETOreHe3e U Ha paHHUX
3Tanax SMOpPUOTEHE3a, U B 3TOM Cllydae ero OyaeT coaep-
>XaTh OOJIBIIMHCTBO WX KaXaasl KJIeTKa OpraHu3Ma, mpu-
BOJA K PAa3HOOOPa3HbIM MATOJIOTUYECKUM IMPOSBIECHUSIM
Ha TKaHEBOM U OPTaHHOM YPOBHSIX [6].

DTHonorus ornyxoJiei runodusa sBIseTcs TEM BOIMPO-
COM, KOTOPBIIi BBI3bIBAET MOCTOSIHHBIN UHTEPEC CPEIU DH-
JIOKPUHOJIOTOB B pa3Hble 3M0oxU. B mocienHee BpeMs Bce
OoJibllle BHUMAHUS YAENSETCS UMEHHO CeMENHBIM (op-
MaM aJeHOM TUIodur3a, MOCKOIbKY MOCIEAHNE UCCIIEN0-
BaHWS MTOKA3bIBAIOT, YTO UX PACTIPOCTPAHEHHOCTb MOXET
OBITh HEJOOLIEHEHA. DTOT MHTEPEC TaKXKe MPOUCTEKAET
W3-32 Pa3InYus KIMHUYECKUX CUMIITOMOB U PAHHETO Bpe-



MeHU MaHubecTaluuu, 00jiee arpeCCUBHOTO POCTa OITYyXOJIU
U HEPEIKO PE3UCTEHTHOCTHU K JICYEHUIO MPU HACJIEICTBEH-
HBIX (hopmax aneHoM runocdusa [7].

Takum 06pa3oM, y JAaHHOTO MAllMEHTa MOJIOAOTO BO3-
pacTa ¢ arpeCCUBHBIM MOBEIEHUEM OITyXOJIU MPOAOJIKUIICS
JNaJlbHEeNIIUIA TuarHocTuyeckuii mouck. Ipu mogpodHoOM
aHaJu3e TeHeaJoru4Yeckoro AepeBa MpPeACTaBUJICS WH-
TPUTYIOIIIMM BO3MOXHBIN MOUCK Ha MyTalluu B reHe AIP,
TaK KakK B JAHHOUW CeMbe MMEIOTCS IBa POICTBEHHUKA
C aieHoMaMu runodusa.

JaHHbIV MaleHT ObUT MPOUH(MOPMUPOBAH 00 y4acTUun
B FEHETUYECKOM KCCIIEJIOBAHUH, B35ITa KPOBb U DKCTParu-
poBana JJHK. MoekynsspHbiMu MeTogamMu ObL1a 0OHapY-
KeHa ToyeyHast HoHceHc-MyTanus (¢.783C>G, p.Y261X)
B 5 5Kk30He reHa AIP. bauxaiiiive poaCTBEHHUKHU MO Ma-
TEPUHCKON U OTIIOBCKOM JIMHUW TaKXe MPUHSIIN y4acThe
B MCCJIEIOBAHUU. Y CTAHOBJIEHO, YTO HOCUTEISIMU MYyTalluU
SIBJIAIOTCS CECTpa MallMeHTa, Y KOTOpoil B 18-j1eTHEM BO3-
pacte ObUIa BBISIBJIEHA MUKPOIMPOJIAKTUHOMA, MO MMOBOLY
Yero malyMeHTKa MpUHUMaia JIeYeHUe arOHUCTaMu J0-
¢damuHa, OTEll U TETS MO OTLUOBCKOM JIMHUU, Y KOTOPBIX
KJIMHAYECKUX TTPU3HAKOB 3a00J€BaHUI TUIIOTaIaMO-TH-
noduzapHoil obractu He 0OHapyxXeHo. [ eHeanornyeckoe
JIepeBO MPENCTABICHO HA PUCYHKE 1.

CewmeliHble (hOPMBI OIyXOJiel TUMTO(U3a COCTABISIOT
0KoJI0 3% OT BCex ciydaeB 3TOTo 3a00JIeBaHMSI. AlEHOMBI
runodusa B ceMeiiHOM (popmaTe BCTpEYalOTCs MPU He-
CKOJIBKMX SHIOKPUHHBIX Heorutasusx: MOH-1 n Kapau-
KOMIIJIEKC, KOTOPbIe BO3HUKAIOT B pe3yJibTaTe MyTallUi
BreHax MEN1w PRKARIA cootBeTcTBEHHO. B nuteparype
MOAPOOHO OMUCAHBI U30JUPOBAHHBIE CEMEHBIE COMATO-
tponmuHoMBI (IFS) — oueHb penkoe ceMeliHoe 3a00ieBaHue
C ayTOCOMHO-AOMWHAHTHBIM HacjieqoBaHueM. B HacTos-
mmee BpeMst onucaHo okoio 40 TakKux MAlMeHTOB, YeT-
BEPTh U3 KOTOPBIX SBJISIOTCS aKpOrUraHTaMu. AbOepToM
Bekkepcom ObLT BBEIEH TEPMUH «CEMEWHBIE N30 TMPOBAH -
Hble ageHoMbl runodusa (FIPA)» a1 KoropTsl naiueH-
TOB, B CEMbIX KOTOPBIX MOTYT BCTPEYAThCI KaK OMYyXOJU
TOJIbKO OJHOTO BUJIa TOPMOHAJIbHOU CeKpeluu (TOMOTeH-
HBII (PEHOTUIT), TAK U COYETAHME PA3TNYHBIX BUJOB CEKpe-
LI TOPMOHOB (TeTepOreHHBIN (heHOTHII) [9].

K navairy XXI Beka 66110 oncano okosio 90 FIPA-cemeii
¢ nipeobaaganueM CTT- u ITPJI- u ¢ MeHblIe# yacToTOM
AKTT -cekpetupyomux aneHoM. Ha cerogHsiHuii 1eHb
onucaHo 6onee 120 ceMell, rme MpakTUUEeCKHU B KaXmoi
€CTh MAIIMEHTHI C MPOJAKTUHOMAMU U COMATOTPONUHO-
mamu. [Taimentsl u3 cemeit FIPA 3HauntensHO Mosioxe
B Je01oTe 3a00/eBaHUsI U MPU IUArHOCTUKE UMEIOT 3Ha-
YUTEJIBHO 00BN 00beM aleHOMBI TUTIO(U3a, YEM TIPU
CMOPaJUYECKUX clTydasX. B ceMbsix ¢ HECKOIBKUMHU 3a00-
JIEBIIUMU, y NeTeli/BHYKOB MaHUdecTaius 3a001eBaHMS
rpoucxonut paHsbiie (20 JeT), yeM y Ux poauTeeit/nemy-
ek u 6adymex [9, 10].

BaxHbIll 1mar B McCCAeIOBAaHWU IaTOT€HE3a CeMEW
FIPA 6b11 caenaH, Koraa Y4eHbIMU ObLIT TTPEIIOXKEeH KaH-
nuaar jokyca Ha 11 xpomocome, u B 2006 T. pUHCKUMH
HUCCaea0oBaTeIIMA BO TilaBe ¢ Bepumaiia 6bu1 oO6Hapy-

MaupeHt [.
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Puc. 1. leHeanornyeckoe AepeBo naumeHTa.
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3KeH TeH, MyTalluu KOTOpOro ObuTM HaiimeHsl B 15—20%
cemeit FIPA. AIP — cynpeccopHblii TeH. Ero 6emok, co-
crosiuit u3 330 aMUHOKUCIIOT, SIBJSIETCS MOJIEKYJISIPHBIM
KO-IIAallePOHHBIM OEJIKOM, YYaCTBYIOIIUM B (DYHKIIHO-
HaJIbHOM CO3pPEBaHUU apWIyTJI€BOAOPOAHOIO pelenTopa,
€IUHCTBEHHOTO U3BECTHOTO 32 CBA3bIBAHUE TOKCUHA OKPY-
Xarlled cpebl — NIMOKCUHA.

ITomuMo nuokcuHa, AIP MOXET CBSA3bBIBATHCS C pas-
JIMYHBIMU MapTHEpaMu, TAKUMU Kak dhochoauacTepassl,
0eKM TEIUTOBOTO II0KA, SAEPHBIE PEUENTOPHI, HO 10 CUX
MOp TOYHBI ME€XaHU3M MaToreHe3a He oOHapyxeH. AIP
S5KCIPECCUPYETCI BO MHOTMX OpraHax U TKaHsx. B HacTo-
siee Bpemst onvcano 6onee S0 myrauuii AIP [9—12].

Hacnenosanue npu Mmytauusix AIP SIBsieTCS HETIOJTHBIM,
oT 15—30% neHeTpaHTHOCTH ¢ pazopocoM ot 10 10 90%.

B uenom 15% cemeit FIPA nmeror mytauuu B rene AIP;
AIP-myTaliuy OPUCYTCTBYIOT TOJBKO B MOJIOBUHE CEMEN
IFS. B cembsax ¢ myrauusimu AIP ageHOMBI TUrodusa
BcTpevatoTes B 6osee 50% ciaydaen. Takum obpazom, AIP —
€IWHCTBEHHBII MOKA U3BECTHBIN B HACTOSIIIEE BPEMS TeH
B ceMbsix ¢ FIPA [6].

IlpuHsma yyacTue B F€eHETUYECKOM MCCIEAOBAHUU
U oyb namueHTa. [1o pe3yiapTaTam He 6bTIO OOHAPYXKEHO
U3MEHEHUI B MOCIeA0BaTeIbHOCTU TeHa AIP. B 5-neTHeM
BO3pacTe AEBOYKY CTaJIM OECIIOKOUTH CUIbHBIE TOJIOBHbBIE
6osm. ITpu o6cnenoBaHrM ObLIA BRISIBJIEHA [TMOOIaCTOMA,
MpoBeleHO xupypruyeckoe jeueHue. Ha ocHoBaHuu pe-
3yJbTaTOB TUCTOJOTMM W JAHHBIX 3a MOJIOXUTEIbHYIO
5KCIIPECCUIO B OITyXOJW MapKepoB mposrdepaunu Obuia
Ha3HaueHa XMMUOTEepamnus. YUYUTHIBAsl MPOrPecCUpyro-
1K XxapakTep 3a00€BaHNs, HACTYTWI JIETATbHBINA UCXO]I.
Takum obpaszom, 3apopsiiieBass AIP-myTtauust ObIa 00-
HapyxeHa B FIPA-ceMbe ¢ reTeporeHHbIM (hEHOTUIIOM.
Pa3BuTHre 3710Ka4e€CTBEHHOU IIIMOOIACTOMBI Y TOYEPU TTa-
LIMEHTa MTOAHUMAET OOJIBIION MJIACT BOMPOCOB O APYIUX
TeHEeTUYECKUX (PaKTOpax, BIUSIOIINX HA IEHETPAHTHOCTh
U MOBEICHUE OMYyXOJIeH.
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