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MHOXECTBEHHAY DHAOKPUHHASY HEONAA3U4

OnpeaeAeHue

MHokecTBeHHOI IHIOKpUHHOU Heomaasueii (MDH)
HAa3bIBAIOT TPYMIY HACIEACTBEHHbIX CUHAPOMOB, Xapak-
TEPU3YIOIINXCS TTOBBIIIIEHHBIM PUCKOM Pa3BUTHS 100PO-
KavyeCTBEHHBIX WJIM 3JIOKAYEeCTBEHHBIX OIyXOJeil psima
SHIOKPUHHBIX TKaHeW. DTU OMyXOJW MOTYT OBITh KakK
(YHKIIMOHUPYIOIIUMHU (BBIpa0aThIBAIOIIMMU TOPMOHBI C
MOsIBIEHUEM Cieln(pUIeCKUX KIMHUYECKUX MTPU3HAKOB),
Tak U He(YHKIIMOHUPYIOLIUMH.

Pazauyaror Tpu ocHOBHBIX cuHapoma MOH. s
MOH I xapakTepHbl OIyX0JM OKOJOIIUTOBUIHBIX XeJe3,
SHIOKPUHHON YacTU MOXENYJOYHON Xejae3bl W TUIMOo-
dusza; st MOH 1A — mMenynnsipHbIil pak IIMUTOBUIHOMN
xkenessl (MPILLLK), heoxpomoniuroMa 1 rumnepriapaTupeos
n it MOH 1Ib — MPIIX u ¢peoxpomonmToma, HO 6e3
ruIeprnapaTupeosa.

MHO>XeCTBeHHASs SHAOKPUHHASA
HeonAasug tvna |

MBH I (umu cunopom Bepmepa) HaciemyeTcsl ayTo-
COMHO-JJOMUHAHTHBIM TIyTeM W BCTpEYaeTcs ¢ YacTOTOM
2—20 ciyyaes Ha 100 000 Hacenenus. IpumepHo B 10 %
cJlyyaeB MyTalMM TEHOB, JIeXKallue B OCHOBE 3TOIO CUH-
JIpOMa, BO3HUKAIOT de novo; Takue ciiydyau Ha3blBaloT CIO-
paguYeCcKUMU.

MBH | ominuaercst psaoM KIMHAYECKUX OCOOEHHO-
creii (Tabna. 1), KOTOpble B Pa3HbIX CEMbSIX MPOSIBISIIOTCS
¢ pa3Hoii yacToToii. Yarre Bcero BCTpevaeTcst rurepriapa-
TUPEO03, KOTOPHIA B TOT WJIW WHOM TIEPUO XU3HU Pa3BH-
BaeTcst y 95—100 % HocuTeseil reHETUYECKOro aedeKra.
JInarHocTryeckre KpUTEPUUW TUIleprapaTtupeo3a B 3THX
cyyasix He OTJIMYAIoTCs OT TAaKOBBIX MPU CIIOPATUIYECKOM
3a0o07eBaHuU. OOBIYHO (XOTSI M HE BCerna) UMEHHO TH-
neprnapaTupeo3 SIBISIETCS IEPBbIM KJIMHUYECKUM TPOSIB-
nenueM MOH 1. B ocHoBe rumneprnapaTupeosa JIeKUT TH-
Mepruia3vsi BCeX OKOJIOUIUTOBUIHBIX XeJe3. DTU KeJe3bl

He BCeT/a yBeJIMIMBAIOTCSI OMHOBPEMEHHO, HO PEMUCCHIO
THTIepITapaTUpPen3a MOXET O00ECTIEYUTh TOJIBKO PE3eKIIUs
MpakTU4IecKn Bcell mapatupeonnHon Tkanu. MOH I co-
CTaBJIsIeT MMPUUKMHY TUIlepIIapaTupeosa Juilb y 2—4 % oT
00111er0 yncia 00JIbHBIX C 3TUM 3a00J1€BaHUEM.

Ta6aunuya 1. Knuunyeckue nposieneHns MOH |

MposeneHus %
M'mnepnapatnpeos 95
OHTeponaHkpeaTn4eckmne onyxonu 30-80
AneHowmbl runodusa 20-25
KapunHoungHbie onyxonu 10-20
AneHOoMbl HAANOYE4YHUKOB 25-40
[NoaKOXHbIE NNMOMb 30
AHrnodmnbpombl nnua 85
KonnareHombl 70

Cpenu oryxoseid MOKETyTOYHON KeJle3bl 1 JKeTyIou-
HO-KuIeyHoro tpakra npu MOH 1 20—60 % cocrapisior
racCTpMHOMBI (OOBIYHO BBLI3BIBAIOIIME CUHAPOM 30JUIMHIE-
pa — Ommcona (C39)). C3D obHapy:XuBaeTCsl IPUMEPHO Y
25 % 6ompHbIX U3 ceMeit ¢ MOH 1. Okono 20 % ocTpoBKoO-
BOKJICTOYHBIX OIYXOJIei MPUXOINUTCS Ha OO0 WHCYJIMHOM,
a OCTaJIbHbIe — Ha JOJI0 (PYHKIIMOHUPYIOIIUX (CEKPETUPY-
OIINX TJTIOKATrOH WMJIM Ba30aKTUBHBIM MHTECTUHAIBHBIM TI0-
ymmenTtun — BUIT) nmm HeyHKIIMOHMPYIOIINX OITyXOJICH.

Tactpunomsl ipu MOH 1 00bIMHO MMEIOT MaJible pa3-
MEpbI, XapaKTePU3YIOTCS MYJBTULEHTPUUECKUM POCTOM
M HepenKOo JIOKAJM3YIOTCS BHE TMOMXKETYTOYHON XKeae3bl
(0OBIYHO MOMA CAMU3UCTON 000JOYKON IBeHaIlaTUIEP-
cTHOM Kuiku). Tacrpuromsl mpu MOH 1 (kak u B criopa-
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MUYECKHUX CJIydasix) 4acTo ObIBAIOT 3JI0KAYECTBEHHBIMU, HO
MO HETOHSITHBIM TTPUYMHAM OHU MEHEE arpeCCUBHBI, YeM
CTIOPaINIECKUe OMyXOJIH.

JInarHo3 TaCTPMHOMBI YCTAHABIWBAIOT TIPU OOHApY-
JKEHWW TUTIEPTaCTPUHEMUN B COUYETAHWM C TTOBBIIIICHHOMN
CceKpeleil COJMIHOM KHUCIOThI B Xenmyake. IlocimemHee
MO3BOJISIET UCKIIOUUTh Ipyrue, 0ojiee yacTble MPUYMHBI
runepracTpuHeMun (Hampumep, axjopruapuio). B com-
HUTEJbHBIX CIydasiX MOXHO MCMOJb30BaTh MPOObI C Be-
IIeCTBaMU, KOTOpPbIE CTUMYJIMPYIOT CEKpEIdi0 TacTpuHa
OITyXOJIbl0, HO HE HOPMaJIbHOM TKaHbIO. BiiokaTopbl ru-
CTAMMHOBBIX PELIETITOPOB W WHTUMOUTOPHI MPOTOHHOTO
Hacoca pedIeKTOPHO TOBBIMIAIOT YPOBEHb racTpuHA B
CBIBOPOTKE, U UX CJIEAYET OTMEHSTh COOTBETCTBEHHO 3a 30
9acoB M 7 CYTOK JIO TMarHOCTUYECKOTO OTPeIeIEHUS 3TOTO
ropmoHa. Psi1 aBTopoB cunTaeT 00Jiee HalesXKHBIM JUarHo-
CTUYECKUM TIPUEMOM OTpe/ieJieHne KUIIIEUHbIX TOPMOHOB
1ocJje CTaHIApTHOTO 3aBTpakKa.

M 3-3a MajibIx pa3MepoB TaCTPUHOM OOHAPYKUTh UX JIO-
KaJu3aluio 10BOJIbHO TpyaHo. KoMmmbloTepHast 1 MarHuT-
Ho-pe3oHaHcHast Tomorpadust (KT u MPT) B Takux ciy-
yasix HeMH(MOPMATUBHBI (XOTSI W TMO3BOJISIIOT OOHAPYXUTh
MeTacTa3bl B TieueHM). Hanbosee yacTo yiokaau3amnus ra-
CTPUHOM BBISIBJISIETCSI C TIOMOIIBIO 9HIOCKOIMMYECKOTO 1
MHTPAOTIEPALIMOHHOTO  YJIBTPa3ByKOBOTO HCCIEIOBAHMS
(Y3U), cenekTUBHOUW BHYTpHUAapTepUATbHON WHBEKLIUU
ceKkpeTrHa (C TMOCIeAYIONIMM OMpeneJeHueM racTpuHa B
KPOBM TMEYEHOUYHOIN BEHBbI) U CKAaHUPOBAHUSI C MEYEHBIM
OKTpeoTHaoM. TeM He MeHee MOYTH B TTOJIOBUHE CIIydyaeB
YCTAaHOBUTD JIOKAJIM3ALIMIO TAaCTPUHOMBI 10 ONepaiuyd He
yaaercs.

Wucynunombl ipy MOH | nuarHoctupytor ¢ momo-
IIBI0 OOBIYHBIX OMOXUMUYECKUX MCCIIeTOBaHN. MyJTbTH-
LIEHTPUIECKUI POCT TAKKX OITyXOJIEl TaKXKe 3aTPYIHSIET UX
obHapyxeHue. MHorma aTo ymaercs caenaTh ¢ IOMOIIbIO
aHA0CKONMYeckoro Y3M u celeKTUBHBIX BHYTpUApPTEPH-
aTbHBIX MHDY3MI KalblMs ¢ ONpeAeeHUeM MHCYJIMHA B
KPOBHU MEYEHOUHOI BEHBI.

AIIEHOMBI TUTO(U3a BCTpevaroTcs puMepHo y 25 %
HOCUTEJIei TeHeTUYeCcKOoro AedekTa. boabIMHCTBO TakKnX
aJIcCHOM CEKPeTUpYyeT MPoJakTUH ¢ TopmoHoM pocta (I'P)
wi 0e3 Hero, 3aTeM CJEAYIOT OIyXOJU, CEKPETUPYIOLINe
tosbko I'P, HedyHKIIMOHUpYIOLIME a€HOMBI U TE, KOTO-
peie cexpetupytoT Oomibine KonmumdectBa AKTI (6ome3Hnb
WNuenko — KymmHra).

Onun u3 BapuaHtoB MOH 1 xapaktepusyeTcs mOBbI-
IIEHHOM YacTOTON MPOJAKTUHOM, KapLIMHOUIHbBIX OMyXO-
JIel ¥ TUIeprapaTupeo3a U peIKOCTbIO pa3BUTHUSI TaCTpU-
HOM, HO TE€HHbIC MYTallMU TMPU 3TOM, MMO-BUAUMOMY, HE
OTJIMYAIOTCST OT XapaKTEPHBIX JIJII IPYTUX BAPUAHTOB CUH-
npoMa. Omyxonm runodur3a 00bIYHO MPEACTABIISIOT CO00i
MakpoagaeHoMbl. OHU peJKO OBIBAIOT 3JI0KAUYeCTBEHHBIMU,
HO pacTyT 0oJiee arpeCCUBHO U XyXXe pearupyloT Ha MeIu-
KaMEHTO3HYIO0 Teparuio, 4YeM B CITOPaIuYecKuX cydasx.
JInarHocTvKa 1 JieueHWe He OTJIMYAI0TCs OT TAaKOBBIX MPHU
Cropagnyeckux afeHoMax.

IMpu MOH I uHorna o6HapyKMBaIOTCS aIEHOMbBI HaJl-
MOYEYHUKOB. B Takux ciydasix ObIBaeT TPYIHO PEILIUTH,
00ycJioBJieH Jiu cuHApoM KyliimHra nepBUYHO OMyX0JIbio

Ha/MOYEYHUKOB, 0a30(PMIbHOI aleHOMOM Tuodu3a Win
skronmyeckoil cekpeumeir AKTI. Yame Bcero rumep-
KOPTUIIN3M SIBJISIETCS BCE K€ CJICACTBUEM OTTYXOJU THITO-
¢uza. AneHoMaM HAAIIOYEYHUKOB HEPEAKO COITYTCTBYIOT
OCTPOBKOBOKJIETOUHBIE OIYXOJU IMOKETYIOYHON Kele-
3pl. OnucaHo Takxke 7 ciydyaeB (heOXpOMOILIUTOMBI, B KO-
TOPBIX OBUIM HalAeHbI MyTalluM, TUMIMUHbBIC 11t MOH 1,
a He MOH II. ITpu MBOH I Habmonanuch u 3a0601eBaHUs
IIUTOBUIHOM XeJie3bl, HO MX CBSI3b C 3TUM CHHAPOMOM
ocraetcst HemokazaHHOU. ¥ 30—90 % OoNbHBIX U3 ceMeit
¢ MBH I nabmomaioTcss TOAKOXHBIE JUTIOMBI, KOXHBIE
KOJUTareHOMBI M MHOXECTBEHHBIE aHTMO(MUOPOMBI JIMIIA
(0cOOeHHO BepxXHei ryObl). DTOT IpHU3HAK MHOTIA ITIOMOTra-
€T UICHTU(UILIMPOBATH TAKUX OOJIBHBIX U CITYKUT TTOBOJIOM
K Oosee rnybookuM ucciaenoBaHusiM. [Ipy MOH I noBbI-
IIeHa YacToTa KapLIMHOMAHBIX OMyXOJeil, pa3BUBAIOIINX-
Cs1 MOYTH UCKIIIOYUTENbHO M3 MIEPBUYHON KUIIKU U JIOKa-
JIN3YIOIIUXCS B TUMYCE, JIETKUX (KapLUUHOUA OPOHXOB) U
causucToit Xenynka. [ToBblllieHHasT YacToTa KaplMHOUIA
JKeJTylIKa CBsi3aHa, BepOSITHO, ¢ TunepractpuHemueii. 1o
KaKMM-TO TIPUYMHAM KapUMHOWI TUMYyca dvalle BCTpe-
qaeTcsl Y MYXKYUH, a KaplMHOUI OPOHXOB — Y JKEHIIMH.
MHorma 3! omyXoJiu CeKpeTUPYIOT TOPMOHBI (HarpruMep,
AKTT) u yacto ObIBaIOT 3710KaueCTBEHHBIMU. B HeKoTO-
PBIX cltydasix y 60iabHbIX ¢ MOH 1 Haxoauau JieiioMMOMBIL.
CMmepTHOCTb, cBsizaHHast ¢ MOH I, o0ycioBieHa OCTpOB-
KOBOKJIETOUHBIM KaplIMHOWUIOM THUMYCa.

MaroreHes

MOBH 1 nacaemyercs KaKk ayTOCOMHO-IOMUHAHTHBIN
NMpU3HaK. AHaJIU3 CLETUIeHUS YKa3blBaeT Ha JoKajlu3a-
LMo 1edeKTHOro reHa Ha JJIMHHOM IIede XPOMOCOMBI
11 (yuactok 11q13). I1pu ananuze JHK u3 TkaHu omyxo-
Jieit oOHapyXuBaeTcsl MoTepsl ajleiM 3TOro Jiokyca (4a-
cTo BeaenctBue KpynHbix aenennit JJHK). Bto mpueno K
3aKJIIOYEHUIO, YTO TeH, JedeKT KOTOPOro 00YCIOBIMBAET
MBH I, B HOpMe KoaupyeT OeI0K-CyIIpeccop OITyXoJie-
Boro pocta. [lojaratot, 4To B MPUCYTCTBUM HOPMAJbHOM
ajulesld Ha BTOPOW XpoOMOcOMe Hacienyemasi nedexTHas
ajulesib HEaKTUBHA, W TOJIbKO MOCJEeAylolas coMaTuye-
cKkas MyTauus (4acTo — aejieliuss HOPMaJIbHOM aJljIesin)
ornpesieisieT BbinajaeHue GyHKUMU reHa. JJoMUHAaHTHOCTh
HacJje10BaHUs TeHETUYECKOTo AedekTa o0ycioBIeHa, o-
BUIMMOMY, BBICOKOI 4acTOTOU Takux aejeuuid. Boimane-
HUE aKTUBHOCTH I'eHa, PeryJIupPYyIOLIEro poCcT KJIETOK, IMpU-
BOIUT K WX TUIEPIIa3u, YTO YBEJUUMBACT BEPOSTHOCTh
TMOCJIEAYIOIINX COMAaTUYECKUX MyTaIIUA.

B pesynbraTe KjieTKu IproOpeTaT CrocOOHOCTh K 00-
Jiee arpecCUBHOMY, @ MHOTJA U 37I0KaY€CTBEHHOMY POCTY.
Ien, orBerctBeHHbIil 32 MOH 1 (MENI), ynanoch uaeH-
TuduIIMpoBaTh. JeheKTsl 3TOro reHa, Koaupymuero oe-
JIOK 13 610 aMUHOKHUCIOTHBIX OCTATKOB (MEHMH), BKITIO-
YalOT HOHCEHC-MYTalluu, MUCCEHC-MYTAallUU U JIEJIeLUMU.
Y 6oabHbIX ¢ MOH 1 HaiineHo okosno 300 pa3HbIX MyTa-
Mt maHHoro reHa, HO B 10—30 % ciyyaeB OOHapYyKUTh
UX TOCTYIHBIMU MeTojamu He ymaercs. [Ipomykt 3Toro
reHa, MEHWH, B3aMMOJEHCTBYSl ¢ KOMIIOHEHTAMM METUJI-
TpaHchepa3sHOro KOMILJIEKCAa THCTOHOB, KOHTPOJUPYET
9KCMPECCUI0 MHTMOUTOPOB IHUKJIVMH3ABUCUMOW KWHA3bI
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p27Kipl u p18Ink4c. OTcyTcTBUE MEHMHA CHUXKAET CUHTE3
9TUX MHTMOWTOPOB M T€M CaMbIM HapyllaeT PeTYISINIo
KJIeTOUYHOTO pocTa. KpoMe Toro, B OTCyTCTBUE MEHIHA aK-
TUBUpPYETCS cUHTe3 (pakTopa TpaHckpunuuu HLXB9, uro
TaKXe YCKOPSIET POCT KJIETOK.

TMpu criopaguveckrx OMyXOJsiX SHAOKPUHHBIX XXeje3
TaKKe 4yacTo HaxomsaT MyTtauuu reHa MENI. Ero nedex-
Thl OOHAPYXUBAIOT B KJeTKax 21 % ameHOM OKOJIOIIUTO-
BUIHBIX Xeje3, 33 % ractpunoMm, 17 % uncynunom, 50 %
BUTIom, 36 % KapuMHOMIHBIX OIyXoJieil OpOHXOB U 5 %
oryxoJjieit runopusa. BaxHo rmoguepkHyTh, uto B 10—20 %
cJydaeB, HECMOTpSI Ha TIOTEPIO TETEPO3UTOTHOCTH B JIOKY-
ce 11q13, ooHapyxuth MmyTtaiiuu MENI B TI0JIOBBIX KJIET-
Kax He ygaeTcs. B ommame or MOH I xapakrep u n3ou-
PpaTeJIbHOCTD MTOPAKEHUSI OTACJIbHBIX 9HIOKPUHHBIX XKeJle3
He 3aBUCST OT KOHKPETHBIX MyTallMii TeHa.

AeyeHune

VYcrpanenne runepnaparupeosa npu MOH 1 oObraHO
TpeOyeT yaajeHus] TpeX C MOJOBUHOM OKOJIOIMIMTOBUIHBIX
Keye3. I1oJIOBUHY 4eTBEepTOM Kejle3bl OCTaBJSIOT, YTOObI
MPeNOTBPATUTh Pa3BUTHE TUIONapaTupeo3a. Mcrnonb3yloT
TaKKe TOTaJIbHYIO MapaTUPEeOUI3KTOMUIO C MOACANKOM Ky-
coyYKa MapaTHupeouaHON TKaHU B JieBoe npeareube. [Tpu
3TOM TIOJIHOCTBIO MCKIIIOUUTh BO3MOXHOCTh ITOC/IeoTepa-
LIMOHHOTO TUTTONIapaTHpe03a Bee XKe He yaaeTcs, HO, ¢ ApY-
TOM CTOPOHBI, MPU CYOTOTATLHON TApaTUPEONIIKTOMUM
yalie pa3BUBaeTCs PElUAWB TUIepIiapaTupeosa. B xome
ornepauy npouIakTUYecKn yIaiasiioT TUMYC, Oracasich
MPUCYTCTBUS B HEM JOMOJHUTENbHOM OKOJOIIUTOBUIHOMN
JKeJie3bl WU KapIMHOUAA.

CoxpaHeHMe WKW peliMaMBbI TUIIepIapaTupeosa nocsie
orepalu y 6ojbHbIx ¢ MOH I HabmonatoTes vaiie, 4emM B
criopaanveckux ciaydasix. [ToBbIIIIEHHbIE YPOBHM KaJIbIIUsI
u [1TT B cbIBOPOTKE COXpaHSIOTCS MOcye onepauun y 38 %
o6osibHBIX ¢ MOH I, a peunnus rurneprnapatupeosa (CrycTst
3 Mecs11a u 60Jee mocjie BOCCTAHOBICHUST HOPMOKAJTBIIM-
eMMM) BO3HUKaeT y 16 % Takux 6oabHbIX. Yepe3 8—12 yet
yactora peruauBoB gocturaet 50 %. OTCyTCTBHE peMUC-
CUM TIOCJIE OTIepalii OOBSICHSIETCS, BEPOSITHO, HATUUMEM
JOTIOJTHUTEIHLHOM OKOJOLIMTOBUAHOM Xese3bl (MouTH B
30 % ciydaeB) WM DKTOMUYECKON MapaTUPEOUIHON TKa-
HU, a peLUIMB CBSI3aH C COXpaHEHUEM MCXOJHOTO CTUMYJIa
K npoaudepaluy rmapaTupeouaHbIX KieTok. [ToBTopHbIe
orepalvy Ha I11ee Tpy peliuaInBe PUBOIAT K U3JICUSHUIO
runieprapatupeosa y 90 % GONbHBIX, TOTAA KaK yaaJleHue
ayToTpaHCIUTaHTaTa — TOJbKO Y 60 %.

IIpu ractpuHomax y 6onbHbIX ¢ MOH 1 ucnons3yior
B OCHOBHOM MHTHOMTOPHI IIPOTOHHOIO Hacoca (oMeIrpa-
30J1), MONABJISIONINE CEKPELIMIO COJISTHOM KUCOTHI B XKe-
nynke. KoHcepBaTUBHBIN MOAXOA OMPaBAbIBAETCS Masloit
arpecCUBHOCTBIO TaKMX OITYXOJICi, 4acToil Oe3yCrelIHo-
CTBIO XMPYPTrMYECKUX OTepaluii, a Takxke TeM OO0CTOsI-
TEJIbCTBOM, YTO 3a00JIEBA€MOCTb U CMEPTHOCTb OOJIbHBIX
B 3HAYUTEJILHOM CTENeHM CBSI3aHbI UMEHHO C THIepce-
Kperueit coystHoit KuciaoTel. OMHaKO MHOTHE TaCTPUHO-
MBI (10 14 %) BecbMa arpecCUBHBI U 9aCTO JIOKATU3YIOTCSI
MOJI CIM3UCTON 000JIOUKOM ABEHAAATUIIEPCTHON KUIIKKU
U B TUMGOY31ax, OKPYKaIOIIMX MOIKETYTI0UHYIO XKeesy.

Xupyprudeckasi pe3eKiisi OIMyXolaH ¢ MPeABapUTEIbHBIM
BBISICHEHUEM €€ JIOKAJIM3aLUN B PSIE CJydaeB IPUBOLUT
K ITOJIOKUTENbHBIM pesyibratamM. M3-3a coxpaHeHUs re-
HETUYECKOIo aedeKra M MYJIBTMLEHTPUUECKOIO pOCTa
racCTPUHOM BO3MOXXHOCTH U3JICUCHUST OOJIBIINHCTBA 0OJIb-
HBIX BECbMa OrpaHMYEHHA, HO YMEHbIIEHME MACCHI OILy-
XOJIEBOI TKAHM MOXET OOECIIEYUTh MIUTENbHBIA MTEPUOL
OTCYTCTBUSI CUMIITOMOB. CHMIITOMBI TMIIEPraCTPUHEMUM
[IpY MEeTacTasax B IeYeHb MM IPYrhe OPraHbl KyIUpy-
0T MHTMOUTOpaMy MPOTOHHOro Hacoca. B 3amylieHHbIX
Cllydasix B KaueCTBe Ma/UIMATUBHOM TepAry UCIIONb3YIOT
CUCTEMHYIO XUMHO- U JIy4EeBYIO TEPAITUIO, a TAKXKE CeJleK-
TUBHYIO 3MOOJIN3aLINIO TIEYeHOYHBIX MeTacTa3oB. OCTpOB-
KOBOKJIETOUHBIE OITYXOJIM ITOKETYIOYHOM KeJe3bl aua-
MeTpoM 0osiee 3 CM 4acTo OBIBAIOT 3I0KAY€CTBEHHBIMU U
TPeOYIOT pe3eKLUU HE3ABUCUMO OT IIPOLYKLIMU UMU IOp-
MOHOB.

BaxkHO IMOMHUTH, YTO KaJbLIWii CTUMYJIHUPYET CEKPE-
LIUIO COJSTHOM KKUCJIOTBI. YCTpaHeHUe THIepliapaTupeosa
Y TUIEPKAIbLUEMHUHI YACTO CHUXKAET CEKPELIUIO CONSTHOM
KUCJIOTBl M YMEHbBIIAET KOHLEHTPALMIO raCTPUHA B Chl-
BOpoTKe. [lapaTMpeonmasKTOMuUsT OOBIYHO HOPMAJIU3YET
U pe3yabTaThl IPOOHI ¢ ceKpeTuHoM. [IpumMepHo B 66 %
ciydaeB OOJIBHBIE TIOCJIE TAKOW OIepaluy HYXKIAITCS B
MeHbIMX mo3ax H -GiokaTopoB mist oGjierdeHus: CUM-
nromoB C39.

B ommnume ot racTpMHOM MHCYJIMHOMBI PEIKO JIOKAJII-
3YIOTCS BHE MOIKETYI0YHOI KeJIe3bl. DHYKIIEALs OITyX0-
JI TOJIOBKM XeJIE3bl WJIM CJIelast PE3eKLUs TeJa U XBOCTa
9TOr0 OpraHa YCTPAHSIOT TMIIEPUHCYIMHEMMIO Yallle, YeM
TUAnepracTpuHeMuio. IIpy IpOTUBOMOKA3aHUSIX K OIepa-
U (HarpyMep, MPY HAJTMYMK TSKEIBIX COMYTCTBYIOLIMX
3a00JIeBaHMi1) WIK HEBO3MOXHOCTU YCTAHOBUTH JIOKAJIM-
3aLIMI0 OIMYXOJIU UCIOJIb3YIOT AUA30KCHUI UTH BeparmaMull.

O6cAepOBOHUE

Ha nomo MOH I npuxonutcst MmeHee 1 % ciydaes omy-
xoJieii runodusa, 2—4 % ciydaeB IepBUYHOTO TUTIEpIapa-
THUpeo3a u mpuMepHo 25 % ciaydyaes ractpuHOM. [ToaToMy
TEHETMUECKUI aHan3 S5KOHOMUYECKH OMpaBlIaH JUIIb Y
6ompHBIX ¢ C339. B orcyrctBue MOH I B ceMeitHom aHam-
Hese 3aponpliieBble MyTauuu MENI oOHapyXuBaioTcs y
5 % GOJIHBIX C TACTPUHOMAMU Uy 1—2 % GOJIBHBIX C TU-
reprnapaTupeo3oM WU MpoJakKTUHOMOM. B mociaemHux
ciyyasix TeHeTUYeCKUil aHaJIu3 clielyeT MPOBOAUTh TOJb-
KO Y OOJIbHBIX U3 TPYIII BEICOKOTO pUcKa (Harpumep, mpu
HAJIMYUU COOTBETCTBYIOIIMX TMPOSIBICHUI Y POICTBEHHU-
KoB). HocuTeibcTBO MYyTaHTHOTO TeHa MTO3BOJISIET OXKUAATh
Pa3BUTHS B JAJIbHEMIIIEM IPYTUX SHIOKPUHHBIX OITyXOJIei,
YTO TpeOyeT MPUCTAILHOTO HaOMIOACHUS 3a OOJTHHBIMU B
TeUeHUe MINTeIbHOro BpeMeHu. B ornmune or MOH 11
oOHapyxeHne MyTauuit MENI He TOJZKHO OBITh TIOBOJIOM
K JOTIOJHUTENbHBIM BMeIaTeJIbCTBAM (HarpuMmep, pe-
BU3WU TOMKETYA0YHOM Kese3bl). Takue BMelaTeabCcTBa
Jajieko He 06e3pa3IuyuHbI 17151 OOJLHOTO U PEIKO OKa3biBa-
10TCS pe3yabraTUBHBIMU. OIHAKO eciau Yy OOJBbHOIO C I'-
TeprapaTupeo3oM Mpu orepariii HaXOIsIT TUTIePILIa3nio
OKOJIOIIMTOBUIHBIX Kejie3, a TakXke B CIydasiX pelyanBa
TUIepriapaTupeo3a TeHeTMUeCKU aHalu3 HeoOXOauM,

N¢4(52) « 2013

www.mif-ua.com

105



NMocaeannaomHoe o6pasosaHue /Postgraduate Education/

[ d

Jaxe B OTCYTCTBHE KaKux-J10o ykazaHuii Ha MOH I B ce-
MeitHOM aHamHe3e. [1pu n30JMpOBaHHBIX OITYXOJISIX TUIIO-
¢wu3za (B otmnuure ot C39) BepossTHocTh MOH 1, kak oT™me-
4yajioch BhINIE, BeChMa HEBEJIMKA, U TEHETUUECKUI aHaIu3
B TAKUX CJIydasix He TpeoyeTcs.

OnuH U3 3KOHOMUYECKU OIpPaBAaHHBIX aJrOPUTMOB
o0cenoBaHus OOJIBHBIX C BBICOKUM puckoM MOH I mpu-
BeneH Ha puc. 1. Bo Bcex cirydasix HEOOXOIMMO YYUTHIBATh
JIAHHbIE CEeMEWHOro aHamHe3a. Y OOJIbHBIX U3 CeMeil ¢
MOBH I caemyeT exeromHo mpoBepsITh YPOBHU MOHU3UPO-
BaHHOTrO Kanblus v naparropmoHa (ITTT). YpoBeHb ra-
CTpMHA B CHIBOPOTKE TaKKe MPOBEPSIIOT €XEroJHO, a MpHu
Hayimunu C3D y poncTBeHHMKOB — enle vaiie. JlomoJ-
HUTEJIbHYI0 UH()OPMAIIMIO MOXHO TOJTYYUTh C MTOMOIILBIO
npoOsl ¢ cekpeTuHoM. [Ipu cummToMax TUMOTIUKEMUU
OIpEeIIIIOT YPOBHU IIIOKO3bI, MHCYJIMHA U ITPOUHCYIMHA
HaToiak. OnpeneseHre MaHKPeaTUyeCcKoro MojunenTu-
na (I1IT) mo3BossieT oOHApPYXUTh OMYXOJb M3 HEMPOIH-
MOKPUHHBIX KJIETOK MOKEJIyI0YHON Xesesbl. [loncku
JIPYTMX OCTPOBKOBOKJIETOUHBIX OIyXOJIeil MoKa3aHbl, Be-
POSITHO, JIMIIb TP HaJWYUU OTPENeSIEHHBIX MPU3HAKOB
1 CUMIITOMOB (OOWMJIBHO# Trapeu, ruriokaiueMun). Takue
OITyX0JI OOBIYHO HACTOJBKO MaJibl, YTO UX TPYAHO OOHA-

PYXUTb Jaxe C MOMOIIbIO CAMBIX COBPEMEHHbBIX METOOB.
OTO cnpaBeIIMBO U ISl omyxoJjel runogusa. B orcyrer-
BME SIBHBIX KJIMHUYECKUX MPOSIBJICHUI (TPU3HAKOB MOBbI-
IIEHHO! WM CHUXXEHHOI CeKpeluU rurnopu3apHbIX rop-
MOHOB WJIY NMPOSIBJIEHUI 00bEMHOTO MTPOLIECCA B TYPELIKOM
cejuie) MOXKHO OTPAaHMYMTHCS TIEPUOIUYECKUM OIpeesie-
HUEM YPOBHSI MPOJAKTUHA U, BEPOSTHO, MHCYJIMHOIOI00-
Horo ¢akropa pocta 1 (MDP-1) B ceiBopotke. MPT turo-
duza u nepennHero cpepocteHuss 1 KT kxuBota mpoBoIsIT
Mpu 00pallleHnU 1 Yepe3 Kaxble 3 rona.

[Ipu mocnenyromieM HaOIIOAEHUM 32 OOJIBLHBIMU B Te-
yeHue 10 JeT eXerogHo OIpenessioT YPOBHU racTpUHa,
Kanplus, aasoymuna, [ITT u ITI1 HaTomak.

Hekotopsie pekoMeHayloT exeromHo npoBoauTh KT
wii MPT xuBoTa ¥ TpyIHOU KJIETKU U ONpPEAEsiTh ypO-
BEeHb MPOJIAKTUHA, a KaXJblii BTOPOIl roJ — TMPOBOIUTH
MPT Ttypenikoro cemia. JIpyrue orpaHMUMBalOTCs MPOBE-
JIEHUEM BU3YaJIM3allMOHHBIX UCCIIEIOBAHWIA TIpK oOpaiiie-
HUU, a B JaJbHEHIIeM — Kaxabie 3 roja.

[lepuonuueckre ucciaenoBaHUsS HYXHO TPOJOJIKATh
10 MEHbIIe Mepe mo 45-JeTHEero Bo3pacra, TaK Kak Be-
posiTHOCTBH mposiBieHust MOH 1y Hocuteneit nedpekTHoro
reHa JI0 3TOro Bo3pacra mpesbimact 95 %. B nanpHeiiinem

BonbHble ¢ BbicOokum puckom MOH |
2 ¢ YpoBeHb NponakTnHa
E)Kel_rlsf_/#Ho yposHu Ca YpoBeHb racTpuHa P 5 CbIB(E)pOTKe
n B CbIBOPOTKE B CbIBOPOTKE
V' SaA A A T
MoBbliLlLEHbI HopmarbHbl MoBbilLeH HopmarneH MoBblweHb HopmarneH
¢ 'Mnepxnop- 2 |-|+
? Mpoba
CyGroransHas ExxerogHble mapus Vicknioenne .
C CEKPETMHOM nekapcTBeHHOM
naparvpeon- obcnenosaHusa
runepnpornak-
SKTOMMSA 0o 45-netHero
B03DaCTA NHrmbutopsl HopmanbHa TUHEMUN
pax MPOTOHHOTO + HopmansHa
ExerogHble (B panbHenwem — Hacoca MPT +
obcrnenosaHms pexe) Mpogornxats TypeuKoro n
? PeBuans exerogHbole cenna ponomkarb
MOmKenydouHoit  OBCrIenoBaHms A EKEronHsle
obcrnenoBaHus
Keresbl BpomokpunTuH, ?
1 ABeHaguaTMnepcTHON Tp p C
i paHccgeHonaanbHas
KNLLIKU
pesekumsi
YPOBHU UHCYNMHA ¢
W IMIOKO3bl HaToLWak
A YpoBeHb NOP-1
MoBbILLEHbI HopmarbHbl B CbIBOPOTKE
MoBbiweH
3 Hopmanen
HOOCKOMNM4eckoe
y3V'C|l 1 MPT xuBoTa Mpopomkars YpoBeHb ropmoHa
exerogHble pocTa
obcnenoBaHust v
MPT Mpopomxatb
Xnpyprudeckas TypewKoro exerogHble
pesunsns ce obcnenosaHus
ana
TpaHcceHongansHas
pesekums,
nyyesas Tepanusi

PucyHok 1. Anroputm o6csiegoBaHns U Be4eHUs1 60J1bHbIX C BbICOKUM PUCKOM reHeTU4ecKoro gegekra
(Hanpumep, npy Haandnm M3H | 'y 6avxaiilunx pogCcTBeHHNKOB). Ecnv ecTb BOBMOXHOCTb MPOBECTU reHeTU-
Yyeckui aHanus, To o6cnenyloT To/bko Hocutener myraunii MEN1. uarHocTuky onyxoseri nogxenypo4Hoi

JKesne3sbl (HanpumMmep, UHCYJIMHOMbI) Uin runogusa (HanpumMmep, COMaToTPONMUHOMbI) NMPOBOASIT JINLLb MPU
Ha/In4Ynn COOTBETCTBYIOLLMX MPOSIBJIEHNI Yy POACTBEHHUKOB UJIU CamMoro 60JIbHOro
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HCCAeNOBAHUSI MOXHO MPOBOAUTH pexe. CiieayeT Mmom-
HUTb, OTHAKO, UTO U B O0Jiee MO3AHEM BO3paCTe PUCK MPO-
sapiaeHust MOH | cHuxaercst He 10 HYJISI, M B OTACJbHBIX
CJTydJasix TiepBbIe TIPOSIBJICHUST 3TOTO CMHApOMa HabJrona-
IOTCS Y JIAII, KOTOPBIM nanieko 3a 45. [Nocie onepauny mo
MOBOAY OMHOU M3 OITyXOJIeil (Harpumep, mapaTupeonadK-
TOMHUM) HEOOXOIMMO MPOIOJKaTh HaOM0AeHUEe 32 00JIb-
HBIMM, YTOOBI HE TIPOIYCTUTh PELMINMBA WIM DPAa3BUTHUS
NPYrUx 3a00J€BaHU.

MHO>XeCTBeHHAS SHAOKPUHHASA
HeonAa3sus tuna ll

MB3H Il nepenaercs Mo HacleICTBY KaK ayTOCOMHO-
MOMUHAHTHBIN TIPpU3HAK M BCTpevaeTcsl ¢ yactoroir 1—10
crygaeB Ha 100 000 HacemeHMsI. DTOT CHMHIPOM pasme-
10T Ha asa moatuna: MOH IIA (cungpom Curmuia) n
MOBH IIb. O6a stux cuaapoma Briodaior MPIL2K u de-
oxpomoiutomy, Ho MOH IIA — eme u runepnapatupeos,
Torna Kak w1t MOH 1Ib xapakTtepeH psii TOMOJHUTEIb-
HBIX COMAaTUYEeCKUX MPOsIBIeHUI (Tabi. 2), HO He TUIlep-
mapatupeos. [lenerpantHocth MOH II npesbimiaer 80 %.

Ta6nuuya 2. KnuHnyeckme nposieneHns MOH Il

MposiBneHns | %
MO3H IIA
MenynnapHbIii pak LMTOBUAHOM Xenesbl 80-100
deoxpomoumToma 40
Mnepnapatnpeos 25
MO3H IiB
MenynnapHbIii pak LMTOBUAHOW Xene3bl 100
deoxpomoumToma 50
MapdaHonaHas BHELWHOCTb 75
MHOXeCTBEHHbIE HEBPOMbI CIIN3UCTbIX 100
FaHrMoHenpomMaTo3d Xenyao4HO-KULIEYHO- > 40
ro TpakTa

IIpu obomx cumHapomax MBOH II MPIIXK Bo3numka-
€T yallle ¥ paHbllIe IPYruX MPU3HAKOB. BeposTHOCTH ero
Pa3BUTUSI HA MPOTSKEHUU KU3HU OOJIbBHOTO COCTaBIISIET
80—100 %. TpenpakoBble U3MEHEHMS MPOSIBISIOTCS TH-
neprJiasreil napa@oUIMKYISIPHBIX KJIETOK IIUTOBUIHOMN
JKese3bl, MPOAYLIMPYIOIIMX KalbIIUTOHUH. OIyxoib Xxa-
PaKTEpPU3YeTCs MYJBTULIEHTPUYECKUM POCTOM M OOBIYHO
JIOKQJIM3YeTCSI B BEPXHEU TPeTH A0JIeii IIIUTOBUIHOM XKeJie-
361 (THe C-KJIETOK MHOTO U B HOpME).

IToutu yerBepTh Bcex MPLLIZK nmeeT HacnencTBEHHYIO
npupony. [IpumepHo 45 % Takux ciydaeB MIPUXOIUTCST HA
MBH IIA, 50 % — Ha n30aMpPOBaHHYIO ceMeliHyI0 (hopMy
MPHIX u 5 % — na MOH 1IB. ¥ 6onbHbix ¢ MOH I1b
MPII2K 00bIYHO BO3HMKAET paHblile (4acTO A0 5-JIETHETO
BO3pacTa) U MporpeccupyeT ObICTpee, YeM B JAPYTUX CIY-
qasx.

buoxuMmuueckue TMposiBieHus (MU IMAarHO3) 3aBUCIT B
OCHOBHOM OT TPOIYKIIMY KaJIbIIMTOHUHA TUMEePIUIa3upoO-
BaHHbIMU C-KJIeTKaMU, KOTOPbIE pearupyroT Ha UHQY3UIO
MEeHTaracTpuHa WU Kajblusl PE3KMM BBIOPOCOM 3TOTO

TOPMOHA. 3JI0KaUueCTBEHHYIO MPUPOY OMYXOJIM MOATBEP-
KIAET MMMYHOTHCTOXMMUYECKOE OKpallIMBAaHUE TUIOXO
nuddepeHIIpoBaHHON TKAaHU Ha KAIbLIUTOHUH. OTIn4un-
TeJIbHOI 0COOEHHOCTBIO TaKWX OITyXOJIeH SIBJISIOTCS TaK-
K€ BHEKJIETOUHbIE OTJIOXKEHUSI aMUJIouaa. DTO BelleCTBO
OKpalllMBaeTCs aHTUTEJIAaMU K KaJbLIUTOHUHY, YTO CBM-
JIETEILCTBYET O MPUCYTCTBUM B HEM arperaToB rOPMOHA,
BbIZIC/ISIEMOrO omyxosieBbiMu Kietkamu. MPILK mocte-
TMEHHO PacCIpOCTPAHSIETCS 10 BCeMy OpraHy, IpOHUKas B
peruoHapHbIe JIUMQOY3JTbl U METacTa3upys B TIeYeHb, JIeT-
KH€ 1 KOCTH.

IMpumepHo y 50 % 6onpHBIX ¢ MOH 11 pasBuBatorcs
deoxpoMonuToMbl. OOBIYHO OHU JIOKAIU3YIOTCS B HAAIIO-
YeYHUKax, 4acTo ObIBAIOT ABYCTOPOHHUMM, HO PEAKO —
3JI0KaYeCTBEHHbIMU. OHU  MPOSIBASIOTCS TUIMMYHBIMU
KJIMHUYECKUMU CUMIITOMaMM U TIpU3HaKaMM (apTepuaib-
HOI TWIIEPTOHMEN, TOJIOBHOU 0O0JIbIO, CepaleOneHus MU,
MOTJIMBOCTBIO) U JAUATHOCTUPYIOTCS TO TOBBILIEHHOMY
YPOBHIO KaTEX0JIAMUHOB U UX METa0OJIUTOB B TIA3Me WJIN
moue. O0beMHbBIE 00pa30BaHUsl B HAAMOYEYHUKAX OOHa-
PYXMBAIOT C MOMOIIIBIO JIyueBbIX MeTOI0B. Kak u B ciy-
yae MPIIL2K, pa3Butuio peoxpomormromsl mpu MBOH 11
MpeAIecTBYET TMIepIia3rusi MO3roBOT0O BellleCTBa HAAMO-
yeyHUKOB. OIHAKO B OTJIMYKE OT runepruiazum C-KieToK
LIATOBUIHOM >KeJyie3bl MPEAOIyXO0JEBYI0 CTAAUIO MaTOJO-
MY HAAMOYEYHUKOB TPYAHO JAMArHOCTMPOBATH C TTOMO-
b0 OMOXUMUYECKUX UCCIIeTOBAHUIA.

Tunepriapatupeos nmpu MOH Il (kak u mpu MBOH 1)
00YCJIOBJIEH TUTEpIIa3ueil OKOJOIIMTOBUAHBIX 3KEJe3.
OH BcTpevaercs puMepHo y 25 % 6oabHbIXx ¢ MOH T1A
u ropasno pexe — npu MOH 1Ib. Ilo cBoemy TeueHuUIO
OH CXOJIEH CO CIOpPaaWyYecKMM TUIeprapaTupeo3om (T.e.
MeHee arpeccuBeH, yeMm npu MOH 1) u ycnenHo jgeyutcs
XUPYPTUYECKU.

MO3H II xapakrepusyeTcsi U ApyruMu (heHOTUTNYE-
CKUMU OCOOEHHOCTSIMU, B YACTHOCTHU MAITyJIe3HbIM aMM-
JIOUT030M KOXU (BYASIIIMMU U CIIMBAIOILIMMUCS 3pUTEMa-
TO3HBIMU BBICHITIAHUSIMU ), KOTOPBI 4aCTO MPEaIeCTBYET
pasButuio MPIL2K. AMuinonn B aTux mamysiax oopasyer-
csl U3 KepaTrHa, a He U3 KalbluToHUHA. [latoreHes stux
KOXHBIX MOpakeHU I HEM3BECTEH, HO OHU Yallle Haboaa-
I0TCSI IPU OIpeaeaeHHbIX MyTauusix reHa MENZ2 (ocobeH-
HO MPUBOIAIIMX K 3aMeHe nuctenHa (Iluct*) B 6enrkoBoM
npoaykre Ha Tupo3uH (Tup)). Bropoii Bapuant MOH 1A,
u3oaupoBaHHbI cemeiiHblii MPIL2K, accouuupyercst ¢
Oosie3Hpio [upinpyHra (BpOXIEHHBIM METraKOJIOHOM),
KOTOpasi HauboJiee YacTo OOHAPYXUBAETCS MPU MyTallu-
sax reHa RET, npuBogsgux K 3ameHaMm Lluc B mo3uumsx
609, 615 1 620. TaHITMOHEBPOMBI KUIIIEYHUKA, HEBPOMBI
CIIM3UCTBHIX, MapdhaHOUAHAs BHEIIHOCTb W YTOJIICHUE
HepBoB poroBuilsl mpu MOH 1Ib cBsa3aHbl, mo-BUIANMO-
My, C MCXOIHBIM TeHeTudeckum aedexktom. [MopaxkeHus
KHUILIEYHUKA MOTYT HapyllaTh MEePUCTATBTUKY, MPUBOIS K
MEepPUOJNYECKUM TSKEJIbIM 3a110paM U MOHOCaM.

MNatoreHes

Ilatorene3 cunapomoB MOH Il usyyeH mocratouHo
MOAPOOHO. AHAIU3 CUEIJIEHUS] MO3BOJIWI JIOKAJIU30BaTh
nedekTHbie TeHbl pu MOH 1A, MOH I1b u uzonupoBaH-
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HoM ceMeliHom MPIIK B mepuueHTpoMepHOii 00J1acTu
xpomocombl 10. B nanbHeiieM BbISICHUIOCH, UTO Ae(eKT-
HBII TeH OJM30K WM WACHTUYEH NpOTOOHKOreHy RET.
benok RET comepXuT omviH TpaHCMEeMOpaHHBIA JTOMEH,
00JamaeT TUPO3MHKWHA3HOW aKTUBHOCTBIO M SIBIISICTCS
9JacThio perienTopa HelpoTpoIHoro dhakTopa rIMaJIbHOTO
npoucxoxaeHus (GDNF). Orot peuentop (GDNFRa-1)
MpencTaBisieT co0oli MeMOpaHHBIM 0eoK (CoenuHEeH-
HBII ¢ TIMKO3WIGochaTUAUINHOZUTOIOM), JUTaHAAMU
kotoporo, kpome GDNF, sBisiioTcsi Takke HEypTypuH,
nepceduH v apreMuH. Hanbosee oTinunTebHast 0COOCH-
HOCTb €r0 CTPYKTYPHI 3aKJII0UaeTCsl B IPUCYTCTBUU OOJIb-
moro yucia octatkos Lluc Bo BHekjeTouHol yactu RET
HETOCPENCTBEHHO Tiepel TPAaHCMEMOpPaHHBIM CETMEHTOM.
TTpuHATO CYMTATD, YTO B HOPME 3TOT YIaCTOK MHTUOUPYET
BHYTPUKJIETOUHBIN TUPO3MHKUHA3HLIN noMeH RET. Bue-
KJeTouHas yacTb RET comepKUT TakKe KaaxXepuHOIoma00-
HbIIA ToMeH. RET cuHTe3upyeTcsl B pa3lUYHbIX KJIETKax,
MPOUCXOJSIINX U3 HEPBHOTO TpeOHs, W, MO-BUIMMOMY,
WUTpaeT BaxKHYIO POJIb B IMPOLIECCE PA3BUTHS. Y MBbILICH
HokayT reHa RET o0ycI0BIMBAET OTCYTCTBUE MEXMBIIIICY -
HBIX TaHTJIMEB B TOJACAMU3UCTOM CJIO€ TOHKOW M TOJICTOM
KUIIKW, a TakKXKe pa3JIMdyHble aHOMAaJuKd MOYEITOJIOBOTO
TpaKTa.

Myrtauuu reHa RET'y 6oapabix ¢ MOH 1IA mpuBonst
K 3aMeHaM ocTaTkoB Llyc, CKOHIIEHTPUPOBAHHBIX BO BHE-
KJIETOYHOUM mpruMeMOpaHHOU yactTu RET U KOAUpPyeMbIX
nocaenoBareabHOCTIMU 10-To 1 11-r0 9K30HOB. ONHU U3
TakuX Je(EeKTOB SIBISIIOTCS MUCCEHC-MyTallUsIMM, TOTAa
Kak JIpyrue — HeOOJIbIIUMU JIeJeHUsIMA WJIK BCTaBKaMU,
HO BO BCeX CJIy4yasiX OHU 3aTparuBaloT T¢ WM MHbIE BbI-
meynomsiHyTele octatku Lluc. Ha momto atux medexTon
npuxonutcs 6onee 97 % Bcex myrtanuii reHa RET, acco-
nuupoBaHHbix ¢ MOH IIA. Yame Bcero (B 84 % ciydaeB)
npoucxoaut 3ameHa [luc®* na aprunun (Apr), dpeHunana-
HuH (PeH), cepuun (Cep), rauuuH (I7m), Tuposun (Tup)
nau tpurnirodan (Tprr). 3amena Luc®* na Apr accoummupo-
BaHa C pa3BUTHEM TUIleprapaTupeosa, a Ha JIIoOyIo APYTryio
U3 MepeYrCIEHHBIX aMUHOKHCIIOT — C pa3BUTHEM (PeoXpo-
mormToMmel. Ha momo 3amensr Llnc®* Ha Apr mpuxomurcst
64 % Bcex M3MEHEHUI gaHHOTO KomoHa. MHTepecHO, 4To
BCTaBKa M3 YETHIPEX aMUHOKMCIIOT Mexay Llnc®* m Apré®
obycnosauBaeT MPII2K 1 BeICOKYIO YacTOTy rumeprapa-
THpeo3a, HO He (HeOXPOMOLIUTOMBI.

IlapagokcaabHO, UTO y OOJBHBIX C M30JMPOBAHHBIM
cemeitHbiM MPII2K nMeroTcss MHOTME U3 TeX XKe MyTalluid,
kotopble xapaktepHbl 1jisi MOH IIA. TTo-Buaumomy, mpu
9TOM 3a00JieBaHUM KaKHe-TO (aKTOpPbl OrpaHUYMBAIOT
chepy neiictBus mytauuii RET ToibKo rapadoiiuKyJisip-
HBIMM KJIETKAMHU IIMTOBUIHOM Kee3bl. [ToMMMO 3aMeHbI
Hwc®* na Apr, ipu uzonrpoBaHHoM ceMmeitHom MPIIK
00HapyXXUBAIOTCSI U Apyrue Myraluu, oojee crienubud-
Hble I 3TOro 3aboseBaHMsa. 3ameHa Lluc®* obmamaer
OGOJBIITUM TPAHCHOPMUPYIOIINM KIJIETKU TTOTEHIIAATIOM,
YeM 3aMeHBbl JPYIMX aMWHOKHUCIOT. JlefCTBUTENbHO, B
60 % cyuyaeB nzoampoBaHHOro cemeriHoro MPIILK myTa-
1K RET He 3aTparuBaloT Llyc 1 accoliurupoBaHbI € 10311~
Helt TpaHcdhopmanueil C-KJIeTOK IIUTOBUIHOM KeJie3bl.
OpmHako Apyrue KIMHUYEeCKKE TTPOSIBJICHUST (pa3Mephl OITy-

XOJIU, IBYCTOPOHHOCTb MOPaxKeHUsI U 4acTOTa METACTa30B
B TUMOOY3JIbI) MPU MYTalUSIX, 3aTparuBaloliX U He 3a-
TparuBafomux Lyc, ommHaKOBHI.

B ortimmume ot MOH 1IA 1 n3011MpoBaHHOTIO ceMeli-
Horo MPUIXK npu MBH IIb myrauuu, 3aTparuBaoiine
uc, orcyrcTByoT. bonee yem B 95 % ciaydyaes MOH 11b
HaxomaT 3ameHy Met®'® Ha TpeonuH (Tpe). Y HeKOTOpBIX
OOJILHBIX OOHAPYKEHBI MHbIE Ae(PEeKThl — 3aMeHbI Aa’®
Ha @en u Cep®? Ha Tup, a TaKKe MOHOAIJIEIbHBIE 3aMEHBI
Ban®™ na Met u Cep® na Luc. ITpumepHo B 50 % ciaydaeB
MOBH IIb pa3BuBaeTcs BCaeacTBUE MyTauuii de novo. Ilo
KaKMM-TO TIpUYMHAM 3TH MYyTallMi OOHAPYKUBAIOTCS T10-
YTU UCKJTIOUUTETBHO B OTLIOBCKOM ajljie/iv TeHa.

B 30—40 % cnydaeB cniopaanueckoro MPII2K u okoJio
10 % cnydaeB criopamuyecKoi (HeoXpOMOLIMTOMBI HaXO-
JIAT COMAaTUYECKUE MYTAlIMH, UACHTUYHBIE 3aPOIbIIIEBHIM
myTauusim ipy MOH 1IA u u3onupoBaHHOM CeMEMHOM
MPIIK, a Takke Tunuunyo 1t MOH 116 3ameny Met?!8.
Takue MyTaluy MPaKTUYECKW HUKOTIA HE BCTpevaroTcs
MpY CIIOPagMYECKOM THUIleprapatupeose. 3ameHa Mer®'®
B 6enke RET accoiuupyetcsi ¢ o0coOeHHO HebaronpusiT-
HBIM KJIMHUYECKUM UCX00M criopannyeckoro MPILLK.

Oo6HapykeHO TecHoe cleruieHue Jjokyca RET ¢ 6o-
JIe3Hbl0 [UWplICTIpyHTa, XapakTepusyrolleicsl HapyleH -
€M pa3BUTUSI MEXMBILIEYHBIX TAHTJIUEB 3aJHEI KUIIKU. B
TSDKEJTBIX CITydasiX 3TO MPUBOIUT K METaKOJIOHY ((peHOTHTI,
CXOIHBII C TAKOBBIM Y MBIIICH ¢ HOKayToM reHa RET). Y
OGOJIBHBIX M3 ceMelt ¢ Ooyie3HblO [WpIICTIpyHTa HaXOmST
MHOKECTBO MYTallMii, HApYyIIAIOIIUX CTPOEHHE KaK BHY-
TpU-, TaK U BHeKJIeTouHoro nomeHa RET. Hexotoprle u3
HUX (HampuMmep, IOeJellMu) MPEIsITCTBYIOT 3KCIIpecCuu
reHa. Hapsiiy ¢ JaHHBIMU, TIOJYYEHHBIMU Ha MBIIIAX C
HokayToM RET, 370 mo3BoJisieT cuuTaTh Oosie3Hb [Wpui-
CIIPYHTa CJIEJICTBMEM TTOJIHOTO BbIMANEHUsS ero (QyHKIIMKU
(«HyneBbIM (peHOTUTIOM»). MIHTepecHO, YTO y HEKOTOPBIX
00JIbHBIX UMetoTcs TiposiBieHust Kak MOH 11, tak u 60-
ne3nn Iupmcnpynra. OOHapyXuBaeMble B 3THUX CIIyda-
sax mytaunu RET oOycnoBnuBaoT 3ameHbl Llnc Ha Apr B
nosunusx 609, 618 wiu 620. DTO He TOJIBKO CITOCOOCTBYET
numepusaiu RET v TIOBBIIIIEHUIO €r0 TUPO3UHKMHA3HOMI
AKTMBHOCTH, HO, IMO-BUAMMOMY, HapyllaeT W ero TpaH-
CIIOPT B KJIETOUHYIO MeMOpaHy. MOXHO TpPeanoJOXUTb,
YTO TpeobagaHue TOTO WM MHOTO MeXaHU3Ma B pa3HbIX
KJIETKaX MPUBOIUT MO0 K akTuBauuu (Kaxk nmpu MOH II),
Jmbo K cynpeccun RET (kak npu 6osie3Hu [upuicripyHra).

I[Tpu MBH IIA aktuBHOCTh RET BO3pacraet, BEpOSIT-
HO, BCJICICTBUE YCTPaHEHUs WHTUOWPYIOIIETO BIWSHUS
LIMCTENHOB €ro BHEKJIETOYHOTO NOMEHa, YTO CITOCOOCT-
ByeT numepusanuu RET, ayrodochopuanpoBaHUIO U TEM
CaMbIM TIOBBIIIAET €r0 TUPO3MHKWUHA3HYIO AKTUBHOCTD.
IMpu MBH IIb usmeHsieTcs1, MO-BUAMMOMY, CyOCTpaTHasI
crneu@UIHOCTb TUPO3UHKMHA3BI RET, 4TO U OIpeaesieT
nNaHHbIA heHoTun. Kpome 0ObIYHBIX CyOCTPAaTOB (CXOMHBIX
¢ cyOcTpaTamMu BSNUIepMalibHOTO (hakTopa pocTa), OHa
bocdhopunupyeT u Te 6e1KHU, KOTOpbie B HOpMe hochopu-
JIUPYIOTCS IIUTOIIA3MaTUIECKUMK TUPO3MHKIUHA3AMU Ce-
MelicTBa Src u Abl 1 y9aCcTBYIOT B CUTHAJIBHBIX ITYTSIX PeTy-
JISILIMU KJIETOYHOTO pocTta. Takum o0pa3oM, OIHOTO JIMIIIb
U3MEHEHUSI CyOCTpaTHOM CIEeHU(UIHOCTH TUPO3UHKU-
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Hasbl MytaHTHoro RET mpu MOBOH IIb mocratouHo mist
ycwieHust MuToreHHoro ctumyia. Kpome toro, RET nipu
MDBH I1b akTuBHee, yem npu MOH 11A, dpochopunupyer
Tup'%?, KOTOPBIN CIIy>KUT MECTOM CBSI3bIBAHMS (IOKMHT-
caiitoM) MHOTHX 3((HEeKTOpHBIX 0eJIKOB, BKIoUas She u
GdochaTuININHO3UTOI-3-KMHA3y. DTO 03HavyaeT, uto RET
npu MOH I1b cuibHee akTUBUPYET MOCIEAYIONINE 3BEHbS
CUTHAJIbHBIX TTyTeil B KiieTke, yeM npu MOH 1IA u uzonu-
poBaHHOM cemeiliHoM MPILLK.

AeyeHue

[lpu HacneactBeHHoM MPIIK HeobGxoauma TO-
TaJlbHasl TUPEOUJIKTOMUS C HMCCEUCHUEM JTUMMOY3IIOB,
MOCKOJIbKY MEHee paJuKalbHBbIi TOoaXoa (BCIEACTBUE
MYJIBTULEHTPUYECKOTO POCTa OIYXOJU) TPO3UT pelu-
nuBoM 3aboseBaHus. [loMHOTY orepainuu MpOBEPSIOT,
ornpenenssi 0a3aJbHbIA U CTUMYJIMPOBAHHBIN YPOBEHb
KaJIbLIMTOHMHA B ChIBOPOTKE. BOJBIIMHCTBO KIMHULIM-
CTOB CUMTAIOT, YTO OTEPALIMIO HYXXHO MPOBOAUTH Cpasy
K€ MOCJIE BBISIBJIEHUS Y OOJIbHOTO F€HETUYECKOTO nedeK-
ta. [Ipuy MOH IIBb TMpeouasKTOMMUIO OOBIYHO TPOBO-
AT 10 6-mecstuHoro, a mpu MOH TIA — 1o 5-neTHero
Bo3pacrta. Y 6onbHbIX ¢ MOH I1b, onepupoBaHHBIX Ha
MEepBOM TOJYy XXU3HU, B yHaJe€HHOW TKaHU OYE€Hb 4acCTO
HaxoIdaT Mukpockonndeckue ogaru MPILK, a mHorma n
ero meracrtasbl. [lepen onepanueii Ha 11ee Bcex OOTbHBIX
HEo0XOIMMO MPOBEPSATh HA HAIMYUE (DEOXPOMOLIUTOMBI.
IIpu meractrazax MPIIK omepainus mmeer Leabio He
usjneyeHue O60JbHOTO, a JIMIIb YMEHbIIEHUE MACChl OIy-
X0JIeBOI TKaHU. JIoKanu3aluio o4aroB paka BbISICHSIIOT C
noMolisio MPT miu cenekTuBHOI KaTeTepu3allui BeH C
MOCJICAYIOIIUM OIpeAeicHUEM KaJIbIIATOHMHA B TTpobax
KpoBu. JIyueBast U XuMuoTepanusi Maao3(GeKTUBHbBI, U K
9TUM BUJAM JiedeHUs TTpUOeraloT B OCHOBHOM JIMIIb TTPU
3aIyIIEHHBIX CTAAUSIX 00JIE3HU.

Jleuenue dpeoxpomormromsl ipyu MOH II He oTmya-
€TCs OT TaKOBOTO y OOJIbHBIX CO CIOPaJIMYeCKUMU OIy-
xonsaMmu. Ilepen xupyprudyeckoil pe3ekiyeil OIlyXou
HUCTONB3YIOT a-, @ UHOTAA U 3-0J0KaTOPBI 11 KyIMpOBa-
HUS apTepUaIbHON TMIIEPTEH3MU, a TaAKXKE HOPMATU3YIOT
BHYTPUCOCYIUCTHII 00beM. YUUTHIBasl 4aCTOE MOpakeHUE
000MX HAJIMIOYEYHNKOB B TAKUX CJIy4asix, HEKOTOpPbIE aBTO-
PbI PEKOMEHIYIOT Cpa3y MPOBOIUTH IBYCTOPOHHIONO ajipe-
HadKToMM10. OMHAKO IBYCTOPOHHUE (hEOXPOMOIIUTOMBI
BCTPEYAIOTCs JAJIeKO HE y BceX OOIbHBIX; KPOME TOTO, 3TU
OIyXOJM peAaKo ObIBAalOT 3710KauecTBEeHHbIMU. [loaTomy
OOJIBILIMHCTBO CYMTAET OTNIPaBAAHHbBIM yIaJeHUe TIPU Tep-
BOIl omepaluyd TOJbKO YBEIWYEHHOTO HaAIMOYEeYHUKa C
MOCJeAYIOUINM MPUCTATbHBIM Ha0II0IeHUEM 32 O0JIbHBIM,
YTOOBI HE TPOIMTYCTUTD PAa3BUTHS OITYXOJIU BO BTOPOH XeJe-
3e. Takoii monxon n30aBiasieT MHOTMX OOJIbHBIX OT MOCTO-
SIHHOM HAaJIOYeYHUKOBON HETOCTATOYHOCTH, COTPSIKEH-
HOW C OMIACHOCTBIO [T XU3HU.

O6caepOBOHUE

[ BBIIBACHUS KOHKPETHBIX MyTauuii reHa RET
npu MOH 1IA, MBH 1Ib 1 u3011poBaHHOM CeMeiHOM
MPILK ucnonb3yloT MoaMMepa3Hylo LEMHYI0 peakiinio
(ITLP) (puc. 2). B ocHoBe 95 % cinygaeB MOH II nexat

M3BECTHBbIE MYyTallMM 3TOro reHa (Hampumep, mist MOH
IIA Haumbosee xapakTepHa MyTalMsI, Beayllas K 3aMeHe
[nc®* Ha Apr). ¥ GOJIbHBIX C OTCYTCTBHEM JTIFOOBIX M3BECT-
HBIX MYyTalluii MOXXHO IMPOBOINTD aHAIU3 rarutoThna (Tpu
HaJIMIUM WHGOPMATUBHBIX TeHETMYECKUX MapKepoB M
NIPYTrUX OOJBHBIX B JAHHOM CeMbe).

IMockonpky cemerinbiit MPILZ2K yacto mposiBisieTcst
KaK CIHOpaandecKuii U Moyt 6 % GOJBHBIX CO CITOPAIH-
yeckuM MPIK gBASIOTCS HOCUTENSIMU 3apOABIIIEBBIX
MyTauuii RET, reHeTUYeCKUIl aHalu3 ClieyeT, BEpOsSITHO,
MPOBOAUTH Y BCeX OOJIBHBIX C 3TOI omyxoJibio. CorjlacHO
MMeOIIUMCS TaHHBIM, Y 40 % HocHTesell TaKuX MyTallnii
MPIIXK He posiBisieTcst KTMHUYECKH 10 70-JIeTHEeTO BO3-
pacta. Micxonst U3 3TOro, HEKOTOPBIE aBTOPHI Mpeiarain
€XeroHO 00CIeIoBaTh ATUX OOJBHBIX M MPOBOIUTD THPE-
OUJIKTOMUIO TOJBKO TPU TOSIBAEHUM KIMHUYECKUX WIK
OMoXuMHMYeCKUX (Ipoba ¢ MeHTaraCTpMHOM) IIPU3HAKOB
MPIIK. UckmtoyeHre MOIJIM Obl COCTaBISITh OOJIbHBIE C
MBH IIb w1 ocobeHHO arpecCUBHBIMU (hOPMaMU U30-
JupoBaHHoro cemeiiHoro MPIHIXK (kotopbiM mpodu-
JIaKTUYECKasi TUPEOUIIKTOMUS MoKa3zaHa HE3aBUCUMO OT
MOSIBJICHUS] CUMIITOMOB WJIM OMOXUMUYECKUX TPU3HAKOB
3a00J1eBaHus).

OmHako GOJBITMHCTBO aBTOPOB PEKOMEHIYIOT BHI-
TTOJIHSTh TUPEOUIIKTOMMIO Y BCEX HOCUTEIEH MyTaInii
RET, accounnpoBaHHbix ¢ MOH II. Ota Touka 3peHUsT
YUYUTBIBAET BBICOKYIO 00IIYI0 MeHeTpaHTHOCTL M PIIIK,
KoTopast (BKJOYas KIMHWUYECKHWE W NOKJIMHUYECKUE
craguu 6oje3Hn) 6mska K 100 %, 9yBCTBUTEIBHOCTD U
cnelM(UIHOCTh TEHETUYECKOTO aHajn3a (C UCIOIb30-
BanueM [1LIP), TpymiHOCTM IJIMTEIHHOTO HAOJIIOHCHMUS
3a 0OJIbHBIMU M YaCThIX TTOBTOPHBIX OMOXUMUYECKUX HC-
CJIeIOBaHU, a TAKXKe BO3MOXHOCTD JIO(KHOOTPUIIATEb-
HBIX W JIOXHOITOJIOXKUTEIbHBIX PE3YJBTaTOB TPOOBI C
MeHTaracCTpuHOM. B mosib3y Takoro rmojaxoma CBUIETETb-
CTBYET DS KJIMHUYECKUX AAHHBIX, COTJIACHO KOTOPBIM
B yAaJeHHOUN TKaHU HIMTOBUIHOM XKeJie3bl y OOJbHBIX C
reHeTUYeCKUM eheKTOM, HO C HOPMaJIbHBIMU PE3Yb-
TaTaMM MPOOBI C MEHTAraCTPUHOM OOHapYKMBAeTCs T'M-
nepriasust C-kinetok u paHHue crtaguu MPILZK. Bcee
3TO TOBOPUT O HECOCTOSITEIbHOCTU BO3PAXKEHU A MIPOTUB
paHHel orepaluu, Mo3BOJISIIONIEH HaleXXHO MpenoTBpa-
TuTh pa3zsutue MPII2K.

Apyrmne 3060AeBaHUS
C MHO)X@CTBEHHbIM NOPOKEHNEM
3HAOKPUHHbBIX )XeAe3

Komnnekc KapHu

Kommneke KapHu — 3TO ayTOCOMHO-JIOMMHAHTHOE
3a00JeBaHNe, XapaKTepU3yIolleecss OMyXOJsIMU Cepla,
SHIOKPUHHBIX OpPraHOB, KOXW M HEPBHOI CHCTEMBI.
OOBbIYHBIE €r0 IMPOSIBICHUS BKIIOYAIOT MUKCOMBI Cep-
[11a, MOJIOUHBIX XejIe3 M KOXH, PaBHO KaK IMMIMEHTH-
POBAaHHBIC MSATHA Ha KOXe (JICHTUTUHO3) U SIMUTEIUOMBI
Hapy>XHOTO YIITHOTo mpoxonaa. Kpome Toro, BcTpeyaroTcst
MeJTaHO3HBIC IBAHHOMBI C TICAMMOMHBIMU TeJIBLIAMH,
aJIeHOMBI TIPOTOKOB MOJIOYHBIX 3KeJIe3 U OCTEOXOHAPO-
MUKCOMBI. K SHIOKPUHHBIM OIYXOJISIM OTHOCSITCS IIEp-
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Bbicokuit puck MOH |
BbisBneHve cneuunduryecknx ans gaHHom
ceMbu MyTauui rena RET
OTpuuaTenbHbli .
pesynkTat [anbHenwmnn aHanma
MonoXUTEnbHbIA pesynsTar HE HyXeH
Onpepenetue 6a3anbHoro OnpepgeneHune KaTexonammHoB ca®*untr
1 CTUMYIMPOBAHHOIO YpOBHS unu ux metabonuTos A N
KanbUUTOHMHA
Ly B Mriasme unum move Hopma MoBbILEHD
¢ a A ExxerogHas P i
. - e3eKLmsa ogHoM
[NonoXuTenbHbIN .
ToTtanbHas OTpuuiatensHbii avniTar npoBsepka OKOMOLLMTOBUAHON Keneabl
TnpeonaskTomus pesynbrar pesy. i Wnn ToTanbHas
napaTVpeouaKTOMUS
¢ ExerogHas MPT
nposepka WU CKaHVpoBaHue
Mocnepnytowme onpeaenexns posep c MBI ExeroaHas
YPOBHS KarnbLWUTOHWHA ANS BU3yanuaawmum npoBepka
onyxonu
YBenuueHve HsycTopoHHee
oaHoro yBENuyeHve
HagnodedyHuka ~ HAAMOYEYHVKOB
[1BYyCTOpPOHHAS
OnHOCTOPOHHSAS  agpeHanakToMuA
anpeHaﬁakTommq
ExerogHble Buoxvmunyeckue n nyveBbie
nccrnefoBaHust 4 OLEHKN COCTOSIHUS
BTOPOro HagmnoveyHuka

PucyHok 2. Anroputm o6csieqoBaHns v Be4eHns1 60J1bHbIX C BbICOKUM puckom M3H Il. Takunx 60/1bHbIX Yalle
BCero BbISIB/ISIIOT C MOMOLLbIO FreHeTU4YeCKoro aHaan3a, a He 6uoxmmmyeckmx nccaegosaHnii. Heobxoamn-
MOCTb ornepaunu Taioxke 060CHOBbIBAIOT pe3y/ibTaTaMy reHeTU4eCKoro aHaan3a, a He npegonepaunoHHbIM
YPOBHEM KaJibLUUTOHUHA (KOTOPbIV COXpaHsieT CBOe 3Ha4YeHune B Ka4ecTBe rokasaresis peuvgusa MPLLK)

Mpumeyanne: MBI — meTaiiog6eH3nAryaHnanH.

BUYHAsl TIMTMEHTHAsl MUKPOY3EJIKOBasl TUIMEpILIa3ust
kopsl HannouyeuHukoB (AKTI-He3aBucumast hopma cuH-
npoma KymmHra), GOITMKYISIpHBIA paK IIUTOBUIHON
JKeJIe3bl, paK KOpbl HAATIOYeYHUKOB, COMaTOTPOITMHOMA,
MPOJIAKTUHOMA, KPYITHOKJIETOUHBIE CEPTOJMOMBI IMIEK U
KUCTHI SIMYHUKOB. [IpuMepHO B MOJIOBUHE CeMeil ¢ KOM-
miekcoM KapHu Obuiv HaiimeHbl nedeKThl ydyacTka q22-
24 xpomocoMbl 17. B 3TOM JI0KYCe JIOKAJInM30BaH IeH pe-
TYJISITOPHOM CYObeTMHUILIBI MPOTEMHKUHA3BI A 1-ro TUIIA,
SIBJITIOLIMICS TUTTMYHBIM T€HOM-CYIIPECCOPOM OTTyXOJie-
Boro pocta. MeHotnn KoMruiekca KapHu accoumnupyercs
¢ TIoTepeil reTepo3uTroTHOCTU 3TOTO JioKyca. Bropas mo-
JIOBMHA cllyyaeB Komruiekca KapHu cBsizaHa, MO-BUIM-
MoMYy, ¢ nedekramu XpoMocoMbl 2pl6. Tounast mpupoaa
9TUX Ne(GeKTOB HEU3BeCTHA, HO (DEHOTUTT HE OTIMYaeTCs
OT TaKOBOTO MpH AedeKkTax XpoMocoMbl 17q22-24.

CuHapom MakkbioHa — OAGpanita

OcHOBHBIE IPOsIBIICHUST cuHIpoMa MakkbioHa — OJl-
OpaiiTa BKII0YaIOT MHOXECTBEHHYI0 (DMOpPO3HYIO AUCILIA-
3UI0 KOCTel, KOXHBIE TATHA 1BeTa Kode C MOJOKOM M
TOHAIOTPONMMHHE3aBUCHMOE MPEXIEBPEMEHHOE MOJOBOE
pazBuTHe. Y 00JbHBIX YaCTO PA3BUBAIOTCS TAKXKE OMYXOIU

WY Y3€JIKOBAas TUMepIuia3us psiia SHIOKPUHHBIX XKeJle3 C
TUIEepPCEKpPEelIMel COOTBETCTBYIOIMX TopMOHOB. Habuo-
JAlOTCSl aKPOMETaJusl, TUTIEPTUPEO3 U TUTIEPKOPTULIM3M.
Hepenko pasBuBaercst Ttakxke rumnodochareMruyecKuii
paxuT, KOTOPBI 00YCIOBIEH MpOoAyKIrel (hakTopa pocTa
puobpobnactoB (DPD-23) Me3eHXUMaTbHBIMU KJIETKAMU
B ouarax JMCIUIa3uu KOCTHOM TKaHU. K HeOHTOKPUHHBIM
MPOSIBJICHUSIM OTHOCSITCSI KapauoMuonaTusi (Kotopasi
MOXeT OBbITh MPUUMHOI BHE3aITHO CMEpPTHU) U Hapylle-
HUs QYHKIMI TedyeHu. B ocHOBE 3TOro cMHIpOMa JIEXKUT
coMaTuyeckasi MyTalusl TeHa o.-CyObeIUHULIbI CTUMYJISI-
TopHoro G-6enka (G o) ¢ 3ameHoit B Heit Apr*’' na Luc
unu ructuaud (Iuc), 4yTo 00ycnoBIMBaEeT HE3aBUCUMYIO
OT JIUTaH/1a aKTUBALIMIO aICHUJIATIIMKJIIA3bl U TTIOBBIIIICHUE
BHYTPUKJIETOUHON KoHIeHTpauun nAM®. Cuuraercs,
YTO 3Ta cOMaTWYecKasi MyTallusl BO3HUKAeT Ha paHHUX
CTaJUsIX Pa3BUTHUsSI, TIPUBOAS K MO3AWIIM3MYy KJIETOK IO
MyTaHTHO ajuienn. DeHOTUI OTAeTbHBIX O0JBHBIX OTpe-
NeJIsieTCs TKaHEBBIM pacrpeeieHneM KIETOK, coiepka-
IIMX MYTAHTHYIO ajulefib, U UX KOJMYECTBOM B Pa3HbIX
TKaHsAX. MHTepecHo, uto myranuu reHa G o oOHapyxu-
BaIOTCSl Uy OOJBHBIX C BHYTPUMBIIIEUHBIMU MUKCOMaMU
(cunapom Mazabpayna), naxe B OTCyTCTBUE (UOpPO3HOI
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IUCIIa3uKM. DTO HamoMUHaeT Komiuieke KapHu, Korto-
PBIil TaKKe CBsSI3aH ¢ HapymeHUsIMU TAMD-3aBUCUMOTO
MyTW BHYTPUKJIETOUHOM Mepenadyn CUTHAIOB.

Hevipogpubpomaros 1-ro tuna

Heitpopubpomaro3 1-ro tuma (6ome3nb PexkamHTr-
Xay3eHa), HaclleoyeMblii KaK ayTOCOMHO-IOMUHAHTHBIN
MpU3HAK, XapaKTepu3yeTcsl pazHOOOPa3HBIMU KOXHBIMU
MPOSIBJICHUSIMU, BKJIIOYasl MsITHA IBeTa Kode ¢ MOoJo-
KOM, TOIKOXHbIE HEHPOoGhUOPOMBI, MUTMEHTUPOBAHHBIE
MSATHBIIIKYA TIO MBIIIKAMU W B Maxy, a TakXe TIMOMBI
(HanmpuMep, 3pUTEBHOTO HEpBA) U raMapTOMBbl PaLy XK1
(yzenku Jluma). Kpome Toro, y 60JIbHBIX MHOT/IA pa3BU-
BAlOTCSI OIYXOJIM DHIOKPUHHBIX XeJie3, B TOM uucie de-
OXpOMOIIUTOMBEI, runepraparupeos, MPIL2K u xapuuHo-
WIHBIE OIYyXOJW B CTEHKE NBEHATATUTIEPCTHOM KMIIKU,
MPOayLUpPYIOLIKe coMaTocTaTuH. [eHeTmuyeckuil nedexT
JIoOKaqu30BaH Ha xpoMmocome 17qll.2, rme pacmoyioxkeH
reH HeiipopubpomuHa. HelipochubpomMuH mpencTtaBisieT
co00i1 roMmoJior p21 Ras-3aBUCHMBIX O€JIKOB, aKTUBUPYIO-
mux ['Tdazy, u, Kak CUUTAOT, MPEISITCTBYET POCTY OIYXO-
JIeit, perynmpys Ras-3aBUCHUMBII CUTHAIBHBIN MYTh.

boaesHb lunneass — AuHaQy

JIIsT 3TOTO ayTOCOMHO-IOMUHAHTHOTO 3a00JIeBaHUS
XapaKTepHO pa3BUTHE TeMaHTHOOIACTOM CETYATKU U MO3-
JKeYKa, paka ITOYKH, OCTPOBKOBOKJIETOUHBIX OITyXOJeit
TTOKETYIOYHOM XKeJle3bl, (heOXpOMOIIUTOM, a TaKXKe K-
CTO3HBIX 00pa30BaHMIi B TTOUKaX, MOIKETYITOTHOM Keye3e
U npuaatkax sudka. GeoxXpoMOIMTOMBI U OOJIBIITMHCTBO
OCTPOBKOBOKJIETOUHBIX OIYXOJIeil BCTPEUYalOTCSl TOJIBKO
npu 6ose3nu Iunmens — Jlungay 2-ro Tuna, oOHapyXu-
BaeMoii B 25—35 % cirygaeB. [eHeTnuecKuiil nedeKT JoKa-
JM3yeTcst Ha XxpoMocoMe 3p25. besok, KonupyeMblii TeHOM

9TOTO JIOKYCa, BXOIUT B CJIIOXHBIN KOMILIEKC, Yy4aCTBYIO-
LW B PETYISLIMN BKCIPECCUN YYBCTBUTEbHBIX K TUTTOK-
CHM TeHOB, aKTUBHOCTH YOMKBUTUH-JINTA3 U 00pa30BaHUS
MaTPUKCHBIX KOMILIEKCOB (DMOPOHEKTHHA.
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Bonpochbl K cumnosnymy N2 137
«MHOXXeCTBEHHASI DHAOKPUHHAS HEOMNMAQ3NS»

TECTOBBIE BOITPOCBI
1. Jl1a muoxcecmeennoli 3H0okpunnoil Heonaasuu I xapakxmepho:

Q A. OnyxoJiv OKOJIOIIUTOBUAHBIX XKeJe3, SHIOKPUHHON YacTH MOIKETYI0YHOMN XeJie3bl U Tuodusa.

Q b. MeaynnsipHblil pak IMTOBUAHON XeJe3bl, (PeoXpOMOILIMTOMA U TUTIePIIapaTUPEO3.

Q B. MeaynnsipHblii pak IIMTOBUAHOM XeJe3bl, (PeoOXPOMOILIMTOMA, OTTYXOJIU SHAOKPUHHON YacTh
MOIXKETYI0YHOM XKeJIe3bl.

U I MenyaasipHbIi pak IIMTOBUIHOM XeJle3bl, (he0XPOMOLIMTOMA, OITyXOJIM OKOJOIIUTOBUIHBIX JKeIe3.

2. Jlas mHowcecmeenHoli 3HOOKpunnoil Heonaasuu I ne xapaxmepno:

Q A. Haimume ormyxoJim OKOJOIIMUTOBUIHBIX XKee3.

Q b. Hanuuune eoXxpoMOLIMTOMBI.

Q B. Hannuue onyxoiau sHIOKPUHHONM YaCTH MOIXKETyTOUHOM KeIe3bl.
4 I Hammaue omyxonu rumtogusa.

3. Muoxcecmeennas 3ndoxpunnas neonaasus I1A exaronaem:

Q A. Onyxo/u OKOJOIIMTOBUAHBIX KeJe3, SHAOKPUHHOI YaCTH MOKETYI0UHOM XKee3bl U Turnodusa.
Q0 b. MenysuisipHblil pak IIMTOBUAHOM XKee3bl U (heOXPOMOLIUTOMY.

Q B. MeaymisipHbIil pak IIMTOBUIHOM XeJie3bl, (PeOXPOMOLIMTOMY U TUIIepIapaTUpeos.

Q I Onyxo/u OKOJIOIIMTOBUIHBIX XKeJe3, SHIOKPUHHOI YacTH MOIKETYTI0OYHON XKee3bl, TUMIIeprapaTupeos.

4. Muoxcecmeennas 3H0oxpunnas Heonaasus I14 ne exaronaem:

O A. Meny/utsipHBIi paK IMIUTOBUIHOMN XKeJIe3bl.

Q b. ®eoxpomoiuTomy.

U B. Tunepnapatupeos.

QI Onyxonu sHAOKPUHHON YaCTH MOKETYTOUHOM XKee3bl.

5. Muoxcecmeennas sndoxpunnasn neonaaszus I1b exaronaem:

Q A. MenymispHbIit pak IIMTOBUIHON XeJie3bl 1 (DEOXPOMOLIUTOMY.

Q b. Meay/utsipHBIi paK ITUTOBUIHOM JXeJIe3bl U TUTIepIapaTupeos.

Q B. MeaynisipHbIil pak IIMTOBUIHOM JKeJIe3bl U OITyXOJIM OKOJOIIUTOBUIHBIX XKee3.
U I MenyanasspHblii pak IIATOBUIHOM XKeJie3bl M OIMyXOJI1 TUIogu3a.

6. Muoxcecmeennas 3no0oxkpunnas neonaasus IIb ne exaouaem:
O A. MenyuidpHblil pak IIMTOBUIHOM XKeJIe3bl.

4 b. [unepnaparupeos.
Q B. ®eoxpoMoLITOMY.
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7. Iloanoma 6vtnoaneHuss MomMatbHoil MupeoudIKIMOMUL NPU HACAeOCIMBEEHHOM PAKe WUMOBUOHOI JHceae3bl NPogepsemcsi
nymem onpedeaenusi:

U A. AHTUTEJ K TUPEOTTIO0YIUHY.

4 b. TupeornodynrHa 1 aHTUTEN K TUPEOTJIO0YINHY.
U4 B. KanpuuroHuHa.

U I Aaturen K peuenrtopy TTT.

8. Ocnoenvle nposieaenus cundpoma Makkvrona — Qabpaiima éxarouarom:

4 A. Onyxou cepiiia, SHIOKPUHHBIX OPraHOB, KOXU M HEPBHOI CUCTEMBI.
U b. MenynnsipHblii pak IIUTOBUAHOM Kesie3bl, (DEOXPOMOIIMTOMY, OITyXOJIM OKOJIOIIUTOBUIHBIX XKeJie3.
U B. [limombl 3puTeIbHOTO HEpBa U TaMapTOMBbI pamykKu (y3eaku Jluiia).
U I MHOXecTBeHHYI0 (PUOPO3HYIO AUCILUIA3UI0 KOCTEH, KOXXHbIE TIITHA 1[BeTa KO(e ¢ MOJTOKOM
1 TOHAJIOTPOITMHHE3aBUCUMOE TIPEXICBPEMEHHOE TTOJIOBOE Pa3BUTHE.

9. Umo xapaxmepno 0as netipopuopomamosa 1-20 muna (6oae3nu Pexaunexaysena)?

U A. PazHooOpa3Hble KOXKHBIE MPOSIBICHMSI, BKJIIOYas MsITHA LIBETa KO(hE C MOJTOKOM, IMOJKOXKHbBIE
HeiHpohUOPOMBI, TUTMEHTUPOBAHHbBIE MISITHBIIIKY MO/ MBIIIIKAMU 1 B MaXy, a TAKXKe TJIMOMBbI
3pPUTEJIHOTO HEPBa M raMapTOMbl pamykku (yzenaku Jluiia).

U b. MeaynnsipHblIil pak IMTOBUIHON KeJie3bl U (heOXPOMOLIUTOMA.

U B. Onyxo/v 0OKOJOIIUMTOBUAHBIX XeJle3 U SHTOKPUHHOM YacTH TOIKETYIOUHOM XKeJe3bl.

4 I [eMaATO06IaCTOMEI CETYATKH 1 MO3XKEUKa.

10. Cundpom 3oaaunzepa — Daaucona:

U A. KucTo3Hble 00pa3oBaHus B ITOYKaX, MOIKETYIOUHOM XKejle3e U MpuaaTKax sudKa.

U b. MuxkcoMmbl cep/ilia, MOJIOUHBIX XKeJie3 U KOXHU, MUTMEHTUPOBAHHBIE MSITHA HA KOXe (JICHTUTUHO3)
W BIIUTEIMOMBI HAPY>KHOTO YIIIHOTO MPOXO0/a.

U B. KnuHunyeckoe mposiBjieHUE TUIIepracTPUHEMUU, BBI3BAHHOM raCTPUHITPOAYLIUPYIOIIEH OMyXOJIbIO
MOJIKEJTYTOUHOM Kee3bl WIIM ABEHAILATUTIEPCTHON KUIITKU.

U I [ITmoMbl 3puTEILHOTO HEPBA M TaMapTOMBbI paayXku (y3eaku Jluia).
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