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ok
lIlpeaucnoBue

YBaxaemble umtaTteAu,

aTa MHOOopMaLMOoHHas 6powtopa CeTn no 3aboaeBaHWAM rMnodusa U HAANOUEUHUKOB
npepnaraeT 0630p TEKYLLEro COCTOSIHMSI 3HaHWMM M NpeAHa3HaueHa B KayecTBe
PYKOBOACTBA AASl MALMEHTOB M UX cemel. OAHAKO UYTEHWEe He MOXET 3aMEHWUTb
BaXHOCTb MEAULIMHCKOW KOHCYAbTaLMM.

B aTOM HOBOM M3paHWM Takxe Bonee MOAPOOHO yUMTbIBAOTCA OCOOEHHOCTM AETEN U
NOAPOCTKOB, @ TaKXe KAMHMYECKan KaptiHa MOH 2.

Co3paHue rpynn camMornoMOLLM OKA3aAoCb YCNELIHbIM NPU MHOTMX 3a00AEBaHUSIX: C
OAHOM CTOPOHbI, OHWU CAYXaT GOpPyMOM AAA OOBMEHa OnbITOM, @ C APYroW - LEHHOMN
NMCUXOAOTMUYECKOW NOMOLLBHO.

Mbl Hapeemcs, UTO PYKOBOACTBO 6yAeT LUMAPOKO pacnpoCcTpaHeHO CpeAn NauneHToB U
UX Bpauvew, CTOAKHYBLUUXCA C 3TUMU PEAKUMU 3aboneBaHUSIMU. Mbl noctapaAucb

U3NOXUTb (])aKTbI MaKCUMaAbHO AOCTYNMHO U 6€3 AULLIHKUX TEXHUYECKKX TEPMUHOB.

B nprnoxeHnn Takxe ecTb HE6OAbLLOW CAOBapb, B KOTOPOM OOBLACHSIHOTCA HEKOTOPbIE
TEXHWYECKME TEPMMUHbI, YaCTO UCTIOAb3YEMbIE B CBSI3U C 3TUM 3aboAEBaHMEM.

Prof. Dr. med. L. Schaaf
TepaneBT, 3HAOKPUHOAOT

MtoHxeH, Hosbpb 2017 .
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MHo>xecTBeHHanA QHAOKPUHHaA HeonAa3us

MHoXecTBEHHas 3HAOKPUHHAA HeonAasusa (MOH) ABAAeTCs OAHUM M3 ayTOCOMHO-
AOMMWHAHTHO HaCAEAYEMbIX ONMYXOAEBbLIX CUHAPOMOB, UTO O3HAYaET, UTO, CTAaTUCTUUYECKH
roBopsi, OAMH 6OALHOI poAUTEAL NepeaaeT 3aboreBaHe NOAOBMHE CBOMX AeTeil. MOH
npeanoAaraeT pa3BuTMe AOOPOKAUYECTBEHHbIX U 3AOKAYECTBEHHbIX IHAOKPUHHbIX
OMYyXOAEH, TO €CTb OMyXOAEW, BAUSIOLLMX HA BblIPaboTKy ropMoOHOB. MpuunHo MIOH1
ABASIeTCA M3MeHeHue reHa MEN-1, reHa-cynpeccopa onyxoAu, MAM npn MIH2
aKTUBUPYIOLLETO U3MeHeHUA NpoTooHKoreHa RET. baaropapsa ueaeHanpaBAeHHOMY
MCMOAb30BaHUIO MOAEKYAAPHO-TEHETUUYECKOTO TECTUPOBAHUA U CneundUUecKmx
OHKOMapKepoB (Noka3aTeAel KpOBM, YKa3blBaOLLMX Ha HAaAMYME OMYXOAW) BO3MOXHa
paHHAA AMArHOCTUKa U, MPU HEOBXOAMMOCTU, AeYeHME 3AOKAUYECTBEHHbIX OMYyXOAEHN.
ALWb HepAaBHO OblAa OMMCaHa KAMHUYECKas KapTuHa, cBA3aHHas ¢ cMHApomMom M3H-
1 - cuHapomoMm M3IH-4. OpHaKo cpean NaUMEHTOB C KAMHMYECKKM sicHon MAH-1, y
KOTOPbIX He 6bIAO M3MeHeHWU MEN-1, HabAroAaAOCh M3MEHEHME FeHa UHIMbUTopa
LUMKAMH-3aBUCHMMON KMHa3bl CDNKIB, KoTopbit pacnoAoXeH Ha xpomocome 12p1.3.
AMarHOCTUKY U AeUEHUE OMYXOAEN, acCOLMMPOBaHHbIX ¢ MOH4, NpOBOAAT Tak Xe, Kak
1 AAS onyxoner M3H-1 nan anst HeaccoumMmpoBaHHbIX ¢ MOH-1 onyxonew, KoTopble
MHOTA@ BO3HUKALOT.

0O6wue ueptbl MOH
ok

BcTpeyaeMocTb pas3AMyHbIX OMyXOAEM OouYeHb pasamyHa: npu M3H 1 - runepakTuBHas
napaLLMTOBUAHAA XeAe3a, ONyXOAU MOAXKEAYAOUHOM XeAe3bl 1 OMyxoAb runoduaa, npu
M3H 2 - MeAyAMSPHBbIM pak LUMTOBUAHOW XeAe3bl, $HeOoXpPOoOMOLMTOMA (OMyXOAb,
NPOAYUMPYIOLLAA  FOPMOHbI  HOPaAPEHaAMH W AAPEHAaAMH) U MEPBUYHBIN
runepnapaTtmMpeos (nepBuYHas rMNEPaAKTUBHOCTb MNapaLUMTOBUAHBIX XeAe3). He 'y
KaXAoro 60ALHOIO YAEHA CEMbW B TEUEHME XM3HM Pa3BMBAETCA NMOAHAs KAMHUYECKas
KapTiHa. OHW He 3aBUCAT APYr OT ApPyra HU MO MPUYMHE, HU MO BPEMEHU, HO TUMUYHO
BO3HWKHOBEHWE B ABYX M 6Honee MecTax Teaa. OnyxoAu, Kak W COOTBETCTBYyOLUME
CAYYalHble OMyXOAW, XapaKTepPU3YKTCA FOPMOHAAbHOM runepdyHKUMen. Kpome Toro,
HabAIOAQIOTCS  TOPMOHOHEAKTUBHbIE OMYXOAM UM U3MEHEHUS B OpraHax, He
BblpabaTblBatOLLMX FOPMOHbI.



.

UTo TaKkoe MHO)XeCTBEHHaA 3HAOKPUHHaA
HeonAa3ua tuna 1 (MOH1)?

MHOXeCTBEHHas 3HAOKPUHHAs HeonAaasWa 1 Tuna — peakoe HaCAEACTBEHHOE
3aboneBaHWe, NPU KOTOPOM MOTYT BO3HUKATb MHOXECTBEHHbIE OMYXOAW (HEOMAA3UM)
FOPMOHMPOAYLIMPYHOLLMX (SHAOKPUHHBIX) OPraHoB, a TakXe HE3HAOKPWHHbLIE OMyXOAU
(Hanpumep, AMNOMbI). B npuHUMNE, S3HAOKPHUHHBIE OMYXOAWM MOTYT BO3HUKaTb B AtOBOM
MecTe, TA€ B OpraHuaMe MpUCYTCTBYET HepBOMOAOOHAs TKaHb, MPOAYLMpPYHOLLAS
FOPMOHBbI.

M3OH1 KAMHMYECKM XapaKTepu3yeTcAa BO3HWUKHOBEHWEM onyx0/\e17| napawmMToOBUAHBIX

Xenes, rMunoousa M Yacth MOAXKEAYAOUHOW Xeaesbl. Y nauneHta ¢ M3H-1 o6bluHO
nopaxatorca Kak MUHUMYM ABa M3 3TUX OPraHoB.

|I'V|nodw|345% I / ‘

Koxa 75 %

MapawutoBnaHble xenesbl 89 %

Tumyc 3%

. I—
Nérue 4%5——

| MomxenynoyHas xenesa/kmwevHnk 54 %

Hapgno4ye4yHuknm 1

PucyHok 1. Hanbonee yactoe nopaxeHue opraHos npyu MOH1

Yrotakoe MOH 1? | 7



3aboneBaHne No MecTy BO3HUKHOBEHUS:

napawuToBuaHble  MopxenynoyHas 'vnocus apyrue
xenesbl xenesa/kULWEeYHUK 44,9 % 34,4%
89,2% 54,2 %

MapawuTtoBuaHbIe xenesbl 89,2 %

NepBUYHBIN rMnepnapaTMpeos

Moaxenyao4yHas xenesa/kuwwe4yHuk 54,2 %

Hen3BecTHO 4,9%

apyrve 11,1%

[acTpuHoma 20,9%
WHcynuHoma 17,3 %

vnodums 44,9 %

Opyrue nnu
HeusBecTHO 8,1%

HeakTuBHble 7,5% MponaktnHoma 21,2%

STH-oma 8,1% (akpomeranuvsi)

apyrue 34,4%

apyrue 8,1%

KapuwnHoun 6poHxa 4,5%

KapuwuHouna Tumyca 3,2% eHoMma HagnoyeyHuka 18,6 %

PucyHok 2: MopaxeHne opraHoB rpu cuHapome MIH-1 B lrepmaHum (306 naumeHToB)

8 | Yrotakoe M3H 1?



OnyxoAu MapalmMTOBUAHBIX XEeAe3 W runoousa mnoutv Bceraa A0HpPOKAYECTBEHHbIE.
OnyXoAM MOAXEAYAOUHOW XeAne3bl 06blYHO AODBPOKAUECTBEHHbIE, HO TaKXe MOryT
nepepoXxAaTbC B 3AOKAYECTBEHHbIE WAW MEPEPOXAATbCA C TEYEHWEM BPEMEHM.
Kpome T0ro, y nauneHToB ¢ MOH-1 BO3HUKAIOT OMYXOAW KOPbl HAANOYEUYHUKOB, TUMYCA,
6POHXOB U XEAYAOUHO-KMLLEUHOIO TPAKTa, @ TAKXKE KOXM (AUMOMbI = OMYXOAW XWPOBOM
TKaHW AW @aHTMOPUOPOMBI = OMYXOAU COEAMHUTEABHOMN TKaHW).

TOPMOHMPOAYLIMPYIOLLIME  OMYXOAM  BbI3bIBAlOT  FMNEPOYHKUMIO COOTBETCTBYHOLLETO
opraHa C COOTBETCTBYIOLLEN KAMHWUYECKOW KapTUHOM (Hanpumep, MOBbIWEHHas
AKTMBHOCTb MapaLUMTOBUAHBIX XEAEe3 MNPWBOAMT K MOBbLILIEHHOMY BbIAEAEHWIO
napaTMPeoMAHOrO TOPMOHA, UTO MPWBOAUT K YBEAWUEHWIO COAEPXAaHUS KaAbUMA B
KPOBM W BMOCAEACTBWMM, HampuUmep, K O06pa3oBaHUO KaMHeW B nouykax MU
AEKaAbLMHALMK KOCTER).

B o6uei nonyaaumn MIH1 Bctpevaetcs y 1-3 13 100 000 yenosek. Y 80% Atopel ¢
reHeTMYeckum 3aboneBaHMEM CUMMTOMbI 3abOAEBaHWA WAM  COOTBETCTBYHOLLME
n3MeHeHua AabopaTopHbIX Nokasatenel pa3smBaroTcs Ao 50 AeT.

Kaxpaa ©3  Onyxonerd MOXeT BCTpeuyaTbCa B MOMYASIUMKM  HE3aBWUCMMO  OT
HaCAeACTBEHHOro  3aboneBaHMA.  /AMWb  OAHOBPEMEHHOE  WAM  OTCPOYEHHOE
BO3HWKHOBEHWE Y YEAOBEKA ABYX M3 BbllleNepeuncAeHHbIX HOBOOOpa3oBaHWi paet
OCHOBaHMWe 3anop03puTb AMarHo3 MOH1.

EcAn 3aboneBaHME yXe AMArHOCTUPOBAHO Y OAHOMO WMAW HECKOAbKMX UYAEHOB CEMBbM,
npuaHakom M3H1 cuuntaetcsa pasButMe €AMHCTBEHHON HEMPOSHAOKPUHHOM OMyXOAU.



KakoBbl 0CHOBHble cuMmnToMbl MAOH1, u
KaK OHU BO3HUKAIOT?

.

CUMMTOMBI CUABHO Pa3AMYaOTCA U 3aBUCAT OT MOPaXEHHOro opraHa. HAOKPUHHbIE
OnyxoAun 06bIUHO NMPONU3BOAAT TOPMOHbLI B n3bbiTke. 310 HEKOHTPOAUPYEMOE
n36bITOYHOE NPOW3BOACTBO FOPMOHOB BbI3bIBAET LLUMPOKKI CNIEKTP CUMMTOMOB.

Kak npaBuUAO, 3HAOKPWUHHbIE OMYXOAM pPacTyT O4YeHb MEAAEHHO, CUMMNTOMBI
Pa3BUBalOTCA MNOCTEMEHHO W TNMPOCAEXMBAKOTCA B TEYEHUE AAUTEAbBHOTO Mepuopa
BpeMEHU. B 3aBUCUMOCTM OT MOPaXEHHOro opraHa MOryT BO3HUKaTb pPasAnYHble
CUMNTOMBbI.

napaLI.I.VITOBMAHbIe JXeAne3bl

‘ﬂpm M3H1 uvawe Bcero nopaxarTcs MapaluTOBUAHBLIE XeAae3bl. MMEeHHO 3aechb
60Ae3Hb 0O6bLIYHO CTAHOBUTCS BUAMMOM BrnepBble. boaee uem y 90% naumneHToB ¢ MIH-
1 pa3BuMBaeTCa rMnepeyHKLMA ITUX XKEAES.
O6bIYHO MMEETCS YeTbipe MapalLUMTOBUAHbBIE XEAe3bl, KOTOPble MPUKPENAAIOTCA MO
OTAEABHOCTM C 00erx CTOPOH Bbille W HWXE 3aAHEro Kpas LWMTOBMAHOM XXEeAesbl.
HopmanbHas napalumMToBUMAHANA Xeae3a UMEET pa3mMep PUCOBOro 3epHbllwka. OAHaKo
KOAMYECTBO, dOpmMa, pPacnoOAOXEHME W pa3Mep 3HAUWTEAbHO pasAMyatoTCs.
MapatpeonaHbI FrOpMOH BblpabaTbiBaeTcA B NapallMTOBUAHBLIX XeAe3ax U
BblOpacbiBAaeTCs B KPOBOTOK. [lapaTMpeOoMAHbI TOPMOH KOHTPOAMPYET 0OOMEH
KanbUMA U docdaToB B OpraHU3Me U MOAAEPXKMBAET NOCTOSAHHbIN YPOBEHb KaAbLMA B
KPOBM.
ABTOHOMHaa  (=Heperyaupyemasi) rMnepakTMBHOCTb  NapalLUMTOBUAHBLIX  XeAe3
Ha3blBaeTcas  MepBUMYHLIM  rMnepnapatMpeo3omM. Habaopaetcs  NOBbILEHHOE
BblAGAEHWE  MapPalMTOBMAHOrO FOPMOHA: BbiI3BAaHHOE  YBEAMUYEHWEM  OAHOWM
napawmnTOBUAHOW XeAe3bl (apeHOMa) WMAM YBEAMYEHWEM BCEX MNapalLUTOBUAHBIX
xenes  (runepnaasuf). TunepdyHKUMA  Bbi3biBaeT  MOCTOSAHHOE  MOBbILEHHOE
BbIAEAEHWE MapaTropMOHa U MOCTOAHHbLIM BbIBOA KaAbLMA M3 KocTew; MoukaM Takxe
NPUXOAWUTCS BbIBOAWUTb NOBbILLEHHOE KOAMYECTBO KaAbLMS.
MauMeHT yacTo He 3aMeyvyaeT HW OAHOrO0 M3 3TUX M3MEHEHUIN B TeUEHUE AAUTEABHOrO
nepuvoaa BpeMeHU. M3MeHeHWe 4acTo CTaHOBUTCA OYEBMAHBIM TOABKO TOrAQ, KOrAa
CAy4aiHO OBHapyXWBaETCA MOBbLILIEHHbIN YPOBEHb KaAbLMA B CbIBOPOTKE KPOBU WAU
npu3Haku 3aboneBaHUS Pa3BUBAOTCS C TEUEHWEM AET.
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Hanbonee pacnpocTpaHeHHbIMU ABASIOTCS:
e Aenpeccus

e YCTanoCTb M UCTOLLEHME

e KaMmHM B NOYKax, NoYyeyHan KoAnKa

e BOAb B KOCTSIX M CycTaBax

® MbiweyHas crnabocTb

e f3Bbl XEenyaAka 1 ABeHaALI,aTVII'IepCTHOI‘/’I KULWKH
e [laHkpeatut

® XPOHUYECKMI 3anop

® OBbIlLEeHHOE YyBCTBO XaXAbl

e (OcTeonopos (AeKanbUMHALUA KOCTEN)

M'nodus

‘FMI'IOCI)VIS HEMHOrO KpyrnHee BULLIHEBOW KOCTOUKM, BECUT OKOAO 0,6 T U AEXWT B AMKE B
KOCTHOM OCHOBaHWMK yepena, TypeukoM ceane. OH pacnonOXeH HEMOCPEACTBEHHO MOA
MECTOM COEAMHEHUA 3PUTEAbHbIX HEPBOB U GYHKLMOHAABHO COCTOMT M3 ABYX YacCTew:
nepeaHen 1 3apAHEN AONEN.
3aAHAA AOAS TUNOOK3a OTBEYAET, MOMUMO NPOYEro, 3a PEryAsiumio BoAHOro 6banaHca.
LieAblt psia TOPMOHOB BbipabaTbiBaeTc B NepepHen AOAe TMnodusa M nonapaer B
KPOBOTOK. BOABLUMHCTBO 3TMX TOPMOHOB HE OKa3blBalOT MPAMOro AEWCTBUA, a
AEVICTBYIOT KaK «KOHTPOAbHbIE TFOPMOHbI», PETYAUPYA aKTMBHOCTb APYrMX FOPMOH-
NPOAYLMPYIOLLMX XEeAe3 B OpraHu3Me, TakMX Kak LMTOBMAHAA XeAesa, Kopa
HAAMOYEYHUKOB, AMYHUKU AU AUYKM.
MoBbILWEHHOE BbICBOOOXAEHWE «TOPMOHOB YrNpaBAEHWUS» NEPEAHEN AOAel rMnodusa
06bIYHO MPUBOAUT K YBEAMUYEHWIO BbIPabOTKM FOPMOHOB KOHTPOAMPYEMOM XEAe30M,
Hanpumep, NOBbILLIEHHOE BbicBOOOXAEHWE AKTI (ropmoHa rmnoousa,
KOHTPOAUPYIOLLETO KOPY HAAMOYEYHMKOB) NMPUBOAMT K NOBbILLEHHOMY BbICBOOOXAEHWIO
ropMOHa KOpbl HAANOUYEYHUKOB KOPTU30AA.

11



CheaytoLLMe rTOPMOHbI, CPEAU NPOYKX, BblpabaTbiBalOTCA B NEpPeAHeNn AOAe

runodusa:

e AKTT (aApEHOKOPTUKOTPOMHbLINA FOPMOH)
B NepBYH ouepeAb CrnocobCTBYET BbICBOOOXAEHWIO KOPTU30Aa, COOCTBEHHOTO
KOPTU30Ha OpraHu3ma, KOpor HaANMOUYEYHUKOB.

e [IponaktuH ([MPA)
KOCBEHHO BAUSIET HA BbICBOOOXAEHMWE MOAOBBLIX FTOPMOHOB U, CA@AOBATEALHO, Ha
bEPTUABHOCTB. Y XEHLLUMH OH TakXe OTBeYaeT 3a BblpaboTKy rpyAHOrO MOAOKA.

e TopmoH pocta (I'P, ropmoH pocTta, comatoTponuH, CTI)
B NEPBYIO O4YEPEAb OTBEYAET 3@ AMHEMHBIN POCT y AETEW M NOAPOCTKOB. Kpome Toro,
OH TaKxe OKa3blBaeT BAUSIHWE Ha YIAEBOAHbLIN U XUPOBOM 06MeEH, 3bdEKT, KOTOPbIN
OCTaeTCs BaXHbIM MOCAE OKOHUY@HUSA AMHEMHOIO POCTa, TO €CTb y B3POCAbIX.

Kpome Toro, B runoduse BbipabaTbiBatOTCA CAEAYHOLLME FOPMOHbI:
°  OOAAMKYAOCTUMYAUPYIOLMIA TOPMOH (DCT)

° AIOTEUHUIUPYIOLLUKA FOPMOH (Al

e MenaHOTPONUH (MEAAHOUMUTCTUMYAUPYHOLLMI rOPMOH, MCT)

e TUpPeoTPONUH (TMPEOTPOMNHbIN rOPMOH, TTI)

M'Mnodms nopaxaetrcs npumepHo y 45% nauneHtoB ¢ MIOH1. AobpokauyecTBeHHbIE
ONyXOAW, aAEHOMbI TMNodu3a, AMbO ropMOHAAbHO HEAKTUBHbI (TO €CTb HE CeKPETUPYIOT
HUKAKUX TOPMOHOB), AMOO MPOAYLIMPYIOT OAMH UAM HECKOABKO YNOMSHYTbIX FOPMOHOB B
n36bITKe.

ApEHOMBI, MPOAYLIMPYIOLLUME MPOAAKTMH, TakK Ha3blBaeMble MPOAAKTMHOMbI, MOTyT
BbI3blBaTb BbIAEAEHWE MOAOKA W3 TPYAM BHE TPYAHOro BCKapMAMBaHWA, a Takxe
HapyLEeHUs UAW OTCYTCTBME MEHCTPYaUMI. Y MyXUMH TUMUYHBIM NPU3HAKOM ABAAETCA
3PEKTUABHAsA AUCOYHKLMS UAU 3aMeANeHMe pocTa HopoAbl A0 MOAOBOIO CO3peBaHus. Y
AETEN MOryT BO3HMKATb FOAOBHblE 6OAM, HApyLlEHUs POCTa U HaPYLUEHWS 3PEHUs B
BMAE OFPaHMYEHUS MOASI 3PEHNS.

EcAv apeHoMa rvnodusa npoAyLMPYET MOBLILWEHHYIO BbipaboTky ropmMoHa pocTa, Y
AETEN U NOAPOCTKOB BO3HUKAET YCUAEHHbIN AMHEWMHBIM POCT (TMraHTn3m). Y B3pPOCAbIX
BO3HMKAET Tak Ha3blBaeMas akpoMeraamns, 03Ha4atoLwas YCUAEHHbIN POCT KOHLIOB Tena
(akpanoB). NOMUMO yBEAMUYEHMA KUCTEM W CTOM MPU yBEAMYEHWU pa3mepa obyBU W
pa3mMepa KoAel, K NpU3HakaM U cuMnToMam 3aboAeBaHWA OTHOCAT Takxke yBeAnYeHue
HoCa, BeK 1 Nopbopoaka. Takxke MOryT BOSHUKHYTb HEMEPEHOCHMOCTb Xapbl U
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Orpy6eBLuve
YepTbl NMua,
YBEIMYEHHBIN A3bIK

HenpaBunbHOEe pacnonoXxeHue
3y60B Ha HWXHEW YentocTh

YBEenuYeHHbIE HOrn

PucyHok 4: KAtMHUYecKasi KapTuHa akpoMeraamm

OcHOBHble cumnTombl | 13



CKAOHHOCTb K NOTOOTAEAEHUIO, BbICOKOE KPOBAHOE AaBAEHUE U I'IpO6/\6MbI c
CyCtaBaMu.

MNepenpounssoactBo AKTI BbI3blBaeT CUHAPOM KylLUWHra 13-3a NoBbILLEHHOIO
BbICBOOOXAEHNA KOPTU30AA KOPOM HAAMOYEYHWUKOB.

[TOMUMO TUNUYHOIO AMLA (KpacCHble LUEKU, AYHHOE AMULO), Ha 3TY KAMHWYECKYHO
KapTWHY YKa3biBalOT YBEAMYEHWE Beca, U3MEHEHWUS KOXM (0COBEHHO LWMpOKWe W
KPaCHOBATO-CUHIOWHbIE PACTAXKW, TOHKAA KoOXa), MNOBbIEHWE apTePUAAbHOIo
AGBAEHMA, MbllleyHaa cAabocTb WM, BO3MOXHO, BMepBble BO3HWUKLIMKA Auabet. Y
XKEHLMH Takxe 4acTo HabAIAalOTCA HapyLUEHUS MEHCTPYaAbHOrO LMKAA U
yBEeAUUEHUE BOAOC Ha AULE U TEAe.

Ecan apeHoma runodusa He BbipabaTbiBaeT ropMOHbI, yBEAUYEHWE pa3mMepa camo Nno
cebe MOXeT yxyAWUTb GYHKUMIO rMnodusa 1 BbipaboTKy rOPMOHOB XEAE3, KOTOPbIE OH
KOHTPOAMPYET.

HapylueHusi GyHKUMM Kopbl HAAMOUYEYHWMKOB, LUMTOBMAHOW XEAe3bl, AWYHUKOB WAM
ANYEK MPUBOAAT K OTCYTCTBMIO MEHCTPyauMi, HapPyLUEHWO MOTEHUMKU, MOBbILLEHHOM
UYBCTBMTEABHOCTU K XOAOAY WMAM OOLLEH YTOMAAEMOCTM M cAaboCTU. BOAbHbIX C
NMOAHOCTBLIO YTpaUYeHHON GYHKUMEN nepeaHen AOAU rMnodr3a MHOrAa MOXHO Y3HaTb MO
TUNWYHOM anebacTpoBo-6enoit Koxe. OHWM 4YacTo He CTAHOBATCH 3aropeAbiMM Aaxe
AETOM.

B 3aBMCHMOCTM OT AOKAAM3ALMKM M PaA3MepPOB aAEHOMbl MNodu3a U HE3ABUCHMO OT
TMNa BbipabaTbiBAEMOro rOpMOHa MOFYT BO3HUKaTb U APyrMe NpuU3Haku 3aboreBaHus.
Hanpumep, 3pUTeAbHbIM HEPB MOXET ObITb CAABAEH U NMOBPEXAEH OMYXOAbLO TMNodU3a,
uyto 06bIYHO NPUBOAMT K MOTEpe NOAA 3peHus. MocTpapaBLUMIA MaUMEHT 0BObIYHO
M3HaUYaAbHO BUAMT XyXe B HOKOBOM HarnpaBAEHWU («peHOMEH CAenoTbl»). MHoraa pocTt
OMyXOAM TaKXe BbI3blBAET FOAOBHbIE HOAW.
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MoaxeAayaOUHasA XKene3a, XKEAYAOK U KULLEUHUK

‘AéépesmaTypa «onyxonv '3MN» 03HayaeT ropMOHMNPOAYLIMPYIOLLME ONYXOAU YKEAYAOUHO-
KULLIEYHOro TpaKTa U NOAXKEAYAOUHOM Xene3bl. Tpu 6ykBbl 0603HaAUaOT OpraHbl UAK
MecTa, FAe Yallle BCero pa3BMBatOTCS 3TU OMyXOAW:
[acTpo = XeAyaoK
JHTEPO = KULLIEUYHUK
MaHkpeac = NOAXeAYAOUHas Xeresa

Onyxoam 3N pa3BuBatOTCA M3 FOPMOHMPOAYLIMPYIOLLMX (HEMPOIHAOKPUHHBIX) KAETOK,
NOKaAM3YOLLMXCS B TMOAXEAYAOUHOW XEAe3e WMAM CAM3UCTBIX 0BOAOYKaX XEeAyAKa M
KMWEYHMKA. UX 3apauya — BblpabaTbiBaTb BELLECTBA, KOHTPOAMPYHOLLME MNPOLECC
nuLLeBapeHus.

Mo3aam Xeayaka pacnonoXeHa NoAKEAYAOUHas Xeaesa AAMHOM 15-20 cm. OaHa 13 eé
3apay — BblpaboTka B cyTkM 1-1,5 A MuLLEBapUTEAbHBIX COKOB, KOTOpble 4yepes
BbIBOAHOW MNPOTOK BbLIAEASIIOTCA B ABEHAALATUMNEPCTHYHO KMULIKY. 3Ta cnocobHOCTb
Ha3bIBAETCA 3KIOKPUHHOM OYHKLMEN MOAXKEAYAOUHOW XEAe3bl.

HeboAbluMe rpynnbl FOPMOHMPOAYLIMPYIOLLIMX KAETOK, TaK Ha3blBaeMble OCTPOBKOBbIE
KAETKM, pacrnpepeneHbl B NMOAXEAYAOUHOM Xene3e B BMAE OCTPOBKOB. OHM obpasytoT
HEMPO3HAOKPUHHYIO UacTb MOAXEAYAOUHOW XeAesbl, MPOU3BOASILLYIO TFOPMOHbI.
OCTPOBKM COCTOSIT M3 pPa3sHbIX TWUMOB KAETOK, KOTOpble MPOU3BOAAT PasAUUHbIe
rOPMOHbI, TakMe KakK MWHCYAMH, COMAaToCTaTWH, TAOKAaroH, ractpuH wu  BUI
(BA30aKTUBHbII MHTETUHAABHbI NOAUMENTUA).

Onyxoan 3NN BO3HMKaOT NpUMEpPHO Y 54% nauneHToB ¢ MIOH-1. BOABLUMHCTBO M3 HKX
NPeACTaBASOT COB60M WMHCYAMHOMbI MAM TACTPUHOMbI; HEMPO3IHAOKPUHHBIE OMYXOAK
(paHee WU3BECTHble KaK KapUMHOWABI) BCTpeyaroTcs pexe. [AoKaroHombl U
COMATOCTaTMHOMbI, NPWU KOTOPbIX HABAOAAETCS MOBLILLEHHOE BbIAEAEHUE TAKOKaroHa
WUAW COMAaTOCTaTUHa, BCTPEYalOTCA OUYEHb PEAKO. ITO MOXET NPUBECTU K CaxapHOMY
Avabety. Takke oueHb pepko BcTpeuatorcss BUIMombl, Npu KOTOpbIX BblAEASETCA
CAULLKOM MHOM0 Ba30aKTMBHOIO KWULLIEYHOrO MOAMMENTUAA, U B pPE3yAbTaTe 4acto
BO3HWKaET BOAAHWUCTaA AMapes.

OnyxoAM NOAXKEAYAOUHOM >KeAe3bl, BO3HMKalowue npu MOIHL, HM npu  Kakux
obCcTOATeABCTBAX HE CAeAyeT nyTaTb C ropa3po 6oaee pacnpocTpaHeHHbIM WM OYeHb
3A0KaYeCTBEHHbIM PAKOM (3K30KPUHHOM YaCTH) MOAXEAYAOUHOWM XeAe3bl (KapLMHOMOM
NOAXEAYAOUHOM XeAesbl).
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UHcyAMHOMDBI

MHCYAMHOMbBI — 3TO OMYXOAM, KOTOPbIE BO3HUKAIOT M3 UHCYAUH-NPOAYLMPYIOLLUMX KAETOK
NMOAXEAYAOUHON  Xene3bl M caMU  BOECKOHTPOAbHO  BblpabaTtbiBalOT  MHCYAMH.
Mepenpom3BOACTBO MHCYAMHA CHUXAET YPOBEHb Caxapa B KPOBW U Bbi3bIBAET CTOMKUM
HU3KWMM YPOBEHb cCaxapa B KPOBM (TMNOTMAMKEMMS). TUAUYHbIE CUMMTOMbI HWU3KOro
YPOBHSI caxapa B KpPOBM BKAIOYAOT YCTAAOCTb, CAABOCTb, APOXb, cepalebueHue,
NMOTAMBOCTb, YyBCTBO FOAOAQ, TATY K eAe, YBEAMUYEHWE Beca M HEPBO3HOCTb. B LeHTpe
BHMMaHMA Takxe pacCTPpoMCTBa LEHTPaAbHOM HEPBHOM CUCTEMDbI, TAKMe KaK FOAOBHbIE
60AW, TPYAHOCTM C KOHLEHTPaUMEN BHWMAaHMWS, CMYTAHHOCTb CO3HAHWS, HapylleHWs
3pEHUs], HapyLEHUA KOOPAMHALMU ABWMXEHWM WM Mapasnyu, a TakXKe BblpaXeHHble
paccTporcTBa AMYHOCTH.

B HeEKOTOpbIX CAyYyasix 3TM CMMMTOMbI MOFYT NPOrPeccMpoBaTb A0 MOTEPU CO3HAHMUSA,
CYAOPOr U KOMbI. Bce 3t cumnToMbl 0OYCAOBAE€HbI HEAOCTATOUHbLIM MOCTYMAEHUEM
caxapa B MO3r, a Takke MOryT BO3HWKaTb MPU TMMNOTAMKEMMUMK NO APYTUM MPUUMHAM.

FacTtpuHombl

Apyrve  HEeWpOIHAOKPUHHBIE  KAETKU  MOAKEAYAOUHOW  XeAe3bl  WMAM  CTEHKM
ABEHAALATUNEPCTHOM KULLIKWU BblpabaTbiBalOT rOPMOH racTpUH, KOTOPbIM YBEAUUYMBAET
BbIPabOTKY XEAYAOUHOTO COKa U KMCAOTbI.

[acCTPUH-MPOAYLIMPYIOLLIAA OMYXOAb (racTPMHOMA) MOXET MPUBECTU K SI3BE XEAyAKa W
ABEHaAALATUNEPCTHOM KULWKU U AMapee 13-3a Upe3MepHOI KUCAOTHOCTU XeAyAKa. Ecan
3TMX BOABHBIX HE A€UYUTb, BO3MOXHO CUABHOE KPOBOTEUEHUE U3 A3B B KULLIEYHUK. ITO
TakxXe U3BECTHO KaK CUHAPOM 30AAMHIepa-IAAUCOHA.

ObHapyxeHWe racTpMHOM YacTo 3aTPYAHEHO, MOCKOAbKY OHW MOFYyT ObiTb OUY€Hb
MaAEHbKUMU. TacCTPUHOMbI TakXe MOryT OblTb 3AOKAUECTBEHHbIMU; HEKOTOpble K
MOMEHTY 06HapYyXeHUA yxe 06pa3oBarn MeTacTasbl.
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Helpo3aHAOKPUHHBIE onyxoAu (B opuruHase Neuroendokrine Karzinome -
HENPO3HAOKPUHHbIE KapLMHOMbI, HO TYT peyb MAET IBHO He O HuX. Bo3moxHo, npobrema B
TOM, 4TO bpoLutopa 2017 roaa - NpUM. NEPEBOAYMKA)

HenposHAOKPUHHbIE OMYXOAW (paHee U3BECTHbIE Kak KapUMHOWAbI) pasBMBatoTCA K3
HEMPO3HAOKPUHHbBIX KAETOK, OBHapyXMBaEMbIX Ha CAM3UCTON OOOAOUKE XEAyAka M
KULWeYHUKa. OHM NPEeANOYTUTEAbHO PacCnOAOXeHbl B 3aAHEM OTAEAE TOHKOM KULLKM.
AnneHAMKC (Takxke M3BECTHbIM KaK «CAeMnas KuLKa»), XEAYAOK M TOACTasl KWLUKa
ABASIIOTCA APYTUMM MPEANOUTUTEABHBIMW MECTAaMU NPOUCXOXKAEHUA.
HenpoaHAOKPUHHBIE ONMYXOAM MOTYT TaKXe pa3BMBaTLCS B APYTMX CUCTEMAX OPraHoB,
HanpuMMep B AErKUX U TUMYCE.

Mpn  GYHKUMOHAAbHO  HEaKTUBHbIX HEMPO3HAOKPMHHBIX  OMYyXOASlX, TO  €CTb
HeVIpoaHAOKpMHHbIX OMyXoAfAX, KOTOpPbl€ He BbIAEAAOT TOPMOHbI, CUMNTOMbI 06blYHO
Pa3BUBaOTCA TOAbKO Ha MO3AHUX CTaAUAX 3aboneBaHMA. CUMNTOMbI — Hanpuwmep, 60Ab
B XHWBOTE, NOTEPA BECa UAU XEATyXa - HexXapaKTepHbl. OHU BO3HUKAOT BCAEACTBUE
Cy>XeHunsa TOHKOW KULLKWU UAU CMeLleHNAa CoCeAHNUX OPraHOB ONYXOAbIO, KOTOPaA 06bIYHO
MEAAEHHO pacTerT.

C Apyrow CTOpPOHbl, TOPMOHAAbHO aKTUBHbIE HEMPOIHAOKPUHHbBIE OMYXOAU MPOU3BOAST
60AblLLIEE KOAMYECTBO Pa3AMUHbLIX FTOPMOHOB, TAKMX KaK CEPOTOHWH. JTW FOPMOHbI
nonaparoT B KpoBb. Ha nepBbix crapusx 3aboneBaHWMA CUMMTOMbl OTCYTCTBYHOT,
MOCKOAbKY NMeYeHb pacllenAsieT NoBblEHHOE KOAMYECTBO FOPMOHOB Ha 6e3BpeAHble
NPoAyKTbl. OAHAKO €CAM B MEeYEeHU BO3HWMKAKOT BTOPMYUHbLIE OMYXOAM (MeTacTasbl)
MUCXOAHOM  OMyXOAM, BO3HMKAET TaK Ha3blBAEMbl KAPUUHOUAHDBIA CUHAPOM.
[ToBbIlWEHHanA KOHLUEHTPpauna rOpMOHOB MNMPUBOAUT K TUNUYHBIM CUMNTOMaM
KapuMHOUAHOIO CMHAPOMaA, KOTOpPble MOIyT BO3HMKatTb MO OTAEAbHOCTU WAU BMeECTE,
Hanpumep:

Mpuctynoo6pasHoe NnoKpacHeHUe AMLA (NPUAKBLI), KOTOPOE MHOTAA
pacnpocTpaHaeTCcsa Ha BCHO BEPXHIOK YaCTb TeAA M MHOTA@ COMPOBOXAAETCA
cepaLeBUEHNEM M MOTAMBOCTbLIO, CXBATKOOOPA3HbIMU BOASIMU B XXMBOTE U AMapeei
Mpo6aembl ¢ cepauem

3aTpyAHeHHue AbIXxaHusA

YactoTa BO3HMKHOBEHUSA 3TWX Xanob BapbupyeTcs. AMapesi BOZHMKAET Yallle BCEro, T.e.
y 6onee uem 80% nauneHToB.

3a HeW CAeAyHOT NpUAKMBDLI NpUMepHO Yy 50%, 3aTpyaHeHWe AbixaHusa y 20% U cuAbHas
oAbllKa y 6%. MpobaeMbl ¢ CEPALEM («KapUMHOMAHOE CEPALIE») PA3BMBAIOTCH OYEHb
MEAAEHHO M B AOAFOCPOYHOM MepcrnektBe MoryT nopaxaTtb A0 40% naumMeHToB ¢
KapUMHOUAHBIM CMHAPOMOM. MCXOAHBbIE OMYXOAWM, OTBETCTBEHHbIE 3a KAaPUMHOWAHBIN
CUHAPOM, OObIYHO PACMOAAratoTCA B TOHKOW KULLKE (TOLEW, MOAB3AOLLHOM KULUKE).
3AeCb HaCcTo BCTPEUaTCA MHOXECTBEHHbIE OMYXOAU.
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FfopMOHaAbHO-HEeaKTUBHbIE ONYXOAU NMOAXKEAYAOU HOM )KeAne3bl

B nocaepaHMe oAbl TakkKe  OnNMCaHbl  FOPMOHAAbHO-HEAKTUBHbIE  OMYXOAM
NOAXEAYAOUHON Xene3dbl (A0 50% cayyaeB M3IHL). 3TM ONyXOAM 3ameTHbl Npwu
PEryASIDHOM  BU3yaAM3aLMU  MOAXKEAYAOUHOW  XeAe3bl, Hanpumep, BO Bpems
3HAOCKONMYECKOro Y3M 6ptolHOM MOAOCTM, KOMMblOTEpHOM Tomorpaduu (KT) uau
MarHuUTHO-pe3oHaHCHOM ToMmorpadun (MPT). TMOCKOAbKY KAETKM 3TWUX OMyXOAEW MMEOT
HEWPO3HAOKPHUHHOE NMPOUCXOXAEHUE, OHW MOTYT NMPOAYLIMPOBaTb Tak1e BELLECTBA, Kak
naHkpeatuyeckuin noaunentup (MM) vam xpomorpaHuH A. OAHAKO 3TWM BELLECTBA He
BbI3bIBAOT HUKAKUX CHUMMTOMOB, KOTOpPble MOXHO O6bIAO Obl BOCMPUMHUMMATb Kak
npsiMmble NpU3Haku 3aboneBaHUs, @ B OrpaHUYEHHON CTeNeHU MOTMYT MCMOAL30BATLCA B
KauecTBe «OMyXOAEBbIX MapKepoB» (MOKa3aTeAn KPOBM, yKasblBaloLMe Ha HaAuuue
onyxonu). MMpobaema 3TWX TOPMOHAAbHO-HEAKTMBHbIX OMYyXOAEN  MOAXEAYAOUHOM
Xenesbl 3aKAHOYAETCA B TOM, 4YTO OHM Takke MOryT ObiTb 3AOKAYeCTBEHHbIMMU.
Xupypruyeckoe AeveHue pekoMeHpyeTcs npu pasmepax bonee 2-3 cm. OpHUM U3
KPUTEPUEB, KOTOPbLIA MOXET MOBAMATb Ha pelleHWe 06 onepauuu, ABAAETCA
nocaeayroulee HabAAEHWE: NepBOHAYaAbHO MOXHO HabAoAaTb HEOOABLLME OMyXOAU,
pa3mep KOTOPbIX OCTAeTCA MOCTOSIHHbIM Ha MPOTSXKEHUM MHOrMX AeT. Mpu NpUHATUK
peLLeHns 0 cpokax onepaumn u obbeme onepaurn HeobXOAMMO TLATEALHO B3BECHTb
pa3AmMuHble acnekTbl: C OAHOWM CTOPOHbI, CYLLECTBYET OOLWMI U creunduUecknii puck
onepauun (OCAOXHEHUSI BO BpeMA onepaumn, obpasoBaHWe CBULLEN NOCAE onepaLmm)
M AOATOCPOYHbIE MOCAEACTBUSA (Hanpumep, HEAOCTATOK MULLEBAPUTEABHBIX GEPMEHTOB
M WHCYAMHa). C APYron CTOPOHbI, CYLLECTBYET PUCK TOro, YTO OMyXOAb NepepacteT B
3AOKAYECTBEHHYHO M MOXET Bbl3BaTb BTOPUUHbLIE OMyXOAU.

B ueAOM ropMOHaAbHO-HEaKTUBHbIE OMYXOAU I'IOA)Ke/\yAOLIHOlZ XeAe3bl, AaXe eCAU OHU

3AOKa4YeCTBEHHbIE, pPacTyT MEAAeHHO U AaXe B CTapAun MeTacTa3npoBaHUA
COXPaHAKTCA ropAaMu, He BAUASA Ha GU3MUYECKOe KauecTBO XU3HW.
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Apyrue onyxoau

OnyxoAM HAAMOYEUYHUKOB BCTPEYAOTCS NMPUMEPHO Y KaXAOro naToro naupeHta ¢ MOH-
1. B GOAbLUMHCTBE CAyYaeB 3TU OMYXOAWM SABASIOTCA HEOYHKUMOHMPYIOLMMHK, T.e. He
rOPMOHMPOAYLMPYIOLLMMMK, HO CMEKTP BKAIOYAET TakKKe KOPTU30AMPOAYLMPYHOLLME
OMyXOAU C Pa3BUTHEM CUHAPOMA KyLLIMHIra MAKM OMyXOAW, MPOAYLIMPYHOLLIME HOPaAPEHAAWH
W aAPEHaAVH, Tak Ha3blBaeMble GEOXPOMOLMUTOMBI.

BeposiTHOCTb TOro, YTO OMYXOAW HAAMOUYEUYHWUKOB SIBASOTCSH 3AOKAUYECTBEHHbBIMM, OYEHb
Mana. OpHako HeobxopMMa TOYHas AMArHoCcTMKa (rOPMOHaAbHble TecTbl U
BMU3yaAu3aums), 4ToObl WMHAMBWMAYAAbHO OMPEAEAUTb, KakWe OnyxoAu TpebytoT
XUPYPrMUYECKoro BMeLLaTeAbCTBa.

OnyxoAu KOXXu

Tak HasbiBaemMasa AMNOMa — 3T0 AOOpPOKAUECTBEHHAs OMyXOAb, KOTOpas 4acTto
BCTpeuyaeTcs y Atopen ¢ M3HL1. 3Ta onyxonb XWPOBOW TKaHW, 4acTo pa3MepomM CO
CAMBY, Pa3BMBaETCA MOA KOXel. AUnoMbl 0O6bIYHO HE BbI3bIBAOT HUKAKMX CUMMITOMOB U
npu XeAaHuu MoryT 6biTb YAAAEHbl C MOMOLLBIO MPOCTOM KOCMETUUYECKON onepaLuu.
AMNOMbI TaKX€ AOBOABHO pPacnpoCTPaHeHbl CPEAN HACEAEHUS B LIEAOM. Kpome Toro, B
pamMkax 3aboAeBaHWA MOTYT BO3HUKATb U APYrMe OMyXOAUM KOXW, TaKUe Kak aHTMOMbl U
d1UbpOMBI.

Bbille nepeuncaeHbl AULLIb Hanbonee pacnpocTpaHeHHble npusHaku MOH1, KoTopble
MOTYT BO3HWKaTb B TEYEHWE AAMTEABHOIO NEPUOAA BPEMEHMU.

AMarHoctnka 3aboAeBaHUSE OCAOXKHAETCH TEM, UTO NPU3HAKKU 3a60AeBaHUSA 0ObIYHO
pas3BMBalOTCA MEAAEHHO U HE OAHOBPEMEHHO.

[locteneHHble U3MEHEHWS YacTo He cpa3sy 3aMeyaroTcs TEMU, KOTO OHW 3aTPOHYAU, AN

OKpYXarLWnMK. Yem AOAbLLIE COXpaHAeTcs 3aboneBaHUe, TEM 3aMETHEE CTAaHOBATCA
CUMNTOMBbI.
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Hemeukas 6a3a gaHHbix MOH-1 no coctosHuio
Ha 2003 1.

PucyHok 5: MOH1 - BeposiTHOCTb 3ab0AeBaHUs B 3aBUCMMOCTH OT BO3pacTa
Ha anarpamme nokasaHo yBeAMYEHUE NPOLEHTa HOCUTEAEN MyTaLMi, CTPaAaroLLIMX OMyXOAIMU B
pa3HoM Bo3pacTe
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Kak amarHoctupyerca MOH1?

o

OAHOBPEMEHHOE WAW PA3AEAbHOE BO3HWKHOBEHWE OMyXOAEW XOTA 6bl B ABYX W3
YNOMSHYTbIX OPraHoB (NapalMTOBUAHON Xenese, runoduse u NOAKEAYAOUHOM Xenese)
NPUBOAMT K TMOAO3PEHUI0 Ha AuarHo3 MIH1. CayyaiiHoe o6HapyXeHMe 4YeTbipex
YBEAMUEHHbIX NapaLUMTOBUAHbBIX XEAE3 BO BPEMS Onepaumu no noBoAy NEPBUYHOIO
rmnepnapaTMpensa Takxe AOANKHO yKasbiBaTb Ha cMHApPOM M3H. Ecavm 3aboneBaHue
Y€ AMArHOCTUPOBAHO Yy OAHOTO WMAM HECKOAbKMX YAEHOB CeMbM, Npu3aHakom MIHL1
CUMUTaETCs pPa3BUTUE EAMHUYHON SHAOKPUHHOM OMYyXOAU Y POACTBEHHUKOB.

3 |4/5(6|7 |89 10

A R ARt

Nokanusaumsa (nonoxexune) mytaumm MEN-1

Mymauuu ebisiensromesi y >90% ecex nayueHmos ¢ MOH-1

e U3secmHo 6onee 500 pasnuyHbix Mymayuti MEN-1

® 0YeHb CIIOXKHbIU 2eHemu4ecKull aHanus

e [lo cux nop Hem yemkoU c8s3u Mex0y muroM Mymauuu u
MsKecmbH/8bipaxkeHHoCcmbio 3abonesaHusi MOH-1

PucyHok 6: F'eH MEN-1 (Ha xpomocome 11)
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MpUUYMHOM pa3BUTMA pPasAnUHbIX onyxoaer MAHL aBaseTca n3aMeHeHue (MyTaums) reHa
MEN-1. 3T10T reH KoaMpyeT 6enok (MEHWH), KOTOPbIA OTBEYAET 3a PEryAsUMIO pocTta
KAETKM. MyTtaumsi reHa MEN-1 npuvBOAWT K HEQYHKLMOHAAbHOMY 6eAKy, KOTOpbii
60Ablle HE MOXET BbINOAHSITb CBOK 3apadvy MO 3aMEAAEHWIO pocTa (cynpeccop
onyxoAn). Knetka pacteT HECKOHTPOAbHO, M Pa3BMBAETCA OMyXOAb. Ha CeropHsiLIHWM
AeHb cyulectByeT 6oree 500 pas3anuHbix MyTaumin B reHe MEN-1, koTopble NPUBOAST K
cuHApoMy M3H-1.

[eHeTUYECKUIA TECT, MO3BOAAIOLLMI 0OBHapYXMTb MyTaumu B reHe MEN-1, pocTyneH ¢
cepeanHbl 1997 ropa. 3TOT reHETUUYECKUIM TECT MOXHO MCMOAb30BaTb AASl CKPWHMHTA
naumMeHToB C MNOAO3peHMEM Ha MOHL1. 370 nNO3BOASET UETKO MOATBEPAUTL
npeAnoAaraeMbii AMarHo3 y naumeHta. Kpome TOro, MOXHO YETKO onucaTb CTaTyC
reHOHOCUTEABCTBA WMAM HEreHOHOCUTEABCTBA YAEHOB CEMbM UM, CAEAOBATEAbHO, PUCK
pas3BUTUS UAM Hepas3BuUTUA 3aboreBaHna MIH-1. Mepea NPOBEAEHUEM FEHETUUYECKOIO
TecTa HeobxoarMMa NoppobHas MEAULUMHCKAA KOHCYAbTaLMS.

3aKOH O reHeTUYECKOW AMArHOCTUKe BCTynuA B cUAY B Fepmanumn ¢ 1 despans 2010
ropa. Lleabto 310ro 3akoHa fBAAETCS MNPEAOTBpALLEHME AUCKPUMMHAUMKM MO
reHeTMYeckMM npudHakam. [lepep NPOBEAEHWEM TFeHETUUYECKOro obcAepOBaHMSA
Bceraa tpebyetcss MMCbMEHHOE COrAacve AMua, MoaAexallero obcaepoBaHuio. Ao
NMOAMMUCAHUA AMLOM Bpay, WHULMUPYIOLMIK reHeTuyeckoe obcaepoBaHMe, 06si3aH
nporH$OpPMMpPOBaTb 3aMHTEPECOBAHHOMO NaUUEHTa O XxapakTepe, 3Ha4YeHUn U obbeme
reHetMyeckoro obcaepoBaHusi. ObBcaepyeMbld MaUMEHT MOXET B AOOOM MOMEHT
0TO3BaTb CBOE COrAACHe W YHUUTOXMWTb pe3yAbTaTbl 0b6caepoBaHMA. C APYron CTOPOHGI,
KOHCYABTUPOBAHWE TaKXe BKAOUAET B cebs pekoMeHAauMto nepepatb MHbOPMaLMIo
POACTBEHHMKAM MEPBOW CTENEHU POACTBA, TO ECTb POAUTEAAM, BpaTbaM, CECTPaM WUAU
AETAM, U MOAYYUTb COOTBETCTBYIOLLYKD TFEHETUUYECKYIO KOHCYAbTaUMIO. FeHeTuyeckoe
KOHCYABTUPOBAHWE MOXET MOMOYb OAHOMY WMAM HECKOABKMM UYAEHAM CEMbM MOHATb,
KaK pesyAbTaTbl MOMYT MOBAMSAATb HA YENOBEKA MAM CeMblo. B pamkax reHetmyeckoro
KOHCYABTUPOBAHMUA MOXHO M3Y4nTb 1 0OCYAUTb BOMPOCHI O MNCMXOCOLMAAbHOM MOAb3E U
puUckax pe3yAbTaTOB FeHEeTUMYeCKOoro TecTa. PesyAbTaTbl FreHEeTUUYEeCKOro TecTMpOoBaHUSA
MOTIYT MOBAUSATb HAa CaMOBOCMPUATAE, CAMOOLEHKY U MAEHTUUHOCTb YeAOBEKA U BCEN
ceMbW. B pamkax TreHEeTMUYECKOro KOHCYALTUPOBAHMA MOIMYT OblTb M3yYeHbl WU
06CyXAEHbl TakMe BOMPOCHl, Kak TO, Kak U KOMy COObLLAtOTCA pe3yAbTaThbl TecTta, a
Takke BO3MOXHOE BAMSIHWE Ha Takne BaXHble MOMEHTbI, Kak CTPaxoBaHWe 3A0POBbS U
XUBHMU.
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MpoBeapeHUe reHETUUECKOrO TecTa

AN NPOBEAEHUsI TEeHEeTUUYECKOro Tecta npobupka ¢ KpoBbiko (kpoBb ¢ IATA) ot
obcaepayeMoro OTNPaBASIETCS B CNeuManbHyld AabopaToputo (appeca AOCTYMHbl B
HeMeLkon 6a3e paHHbIX M3H-1). B 3aBMCUMMOCTH OT MeToaa 0b6caepoBaHUsS U Bbibopa
rpynnbl 06cAepyeMbIX NaUMEHTOB BEPOSTHOCTb 0OHAPYXEHUA MyTaumu B cembe MIH-1
coctaBasieT oT 70 po 100 npoueHToB. O6HapyXeHWe MyTauuKn y BOABHOrO MauMeHTa ¢
M3H-1 3HauyMTEABHO YMpPOLLAET AAAbHENLIME UCCAEAOBAHUA Y POACTBEHHMKOB. Toraa
MHOTME POACTBEHHWKU MOTYT ObiTb MNPOBEPEHbI KOHKPETHO U OAHOBPEMEHHO. Ecau
mytaums MEN-1, obHapyXeHHasa B WX CeMbe, He ODHapyXeHa, y HWX HeT pucka
pa3sutns 3aboneBaHus MOH-1. HeonpepeAeHHOCTb MWHOBAAA, W AaAbHEWLLWE
ncenepoBaHus MOH-1 B 6yayliemM CTaHyT HEHYXHbBIMMU.

leHeTMuecKkoe TeCTUPOBaHWeE, BbisiBAAlOLLEE MyTaumio B reHe MEN-1, MOXeT ykasaTtb
Ha HaAuMuve M3IH1 y poACTBEHHUKOB AO TOrO, Kak opraH 3aboaeert.

C ApYrom CTOPOHbl, HE3ATPOHYTbIX YAEHOB CEMbM MOXHO 6€30MacHO MCKAKUMUTL Kak
HOCUTEAEN HACAEACTBEHHOIO NpU3HakKa.

Ecam B ceMbe MAM B WMHAMBWMAYaAbHOM CAyYae He MOXET ObiTb BbiABAEHA MyTauuWs
(peako), aTo He o3HavaeT Ha 100 npoueHToB, uto MyTaumMm MEN-1 HeT. B 3aBrucrmocTH
OT KAMHMYECKMX MWAM AaBOPATOPHbIX AAHHbIX BecbMa BEpPOATHO, 4UTO MyTauus
NPUCYTCTBYET, HO HEe MOXET ObiTb 0O6HapyXeHa C MOMOLLBIO AOCTYMHbIX B HacTosllee
BPEMS METOAOB. Kak M paHblle, A0 FEHETUUYECKOrO TECTUPOBAHWS, UHAMBUAYAAbHbIE
rOPMOHaAbHbIE TECTblI AOAKHbI MPOBOAMUTLCA Y BCEX MOTEHLMAABHO 3aTPOHYTbIX YAEHOB
CEeMbMU C eXEroAHbIMU MHTEPBAAaMU B paMKax ceMenHoro obcarepAoBaHUSA.
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MpodpunakTtuka/nocneayowum yxoa 3a
giialveHTamu ¢ M3H-1

MauveHtam ¢ M3H-1 M AOASM C COOTBETCTBYHOLLEM TEHETUUYECKOW CTPYKTYpOW
pPEKOMEHAYETCA peryasipHoe 0OCAeAOBaHWe Ha NPeAMET pPaHHEro BbIABAEHUSA
BO3MOXHbIX 3aboAeBaHWi opraHoB. CBOEBPEMEHHO BbiBAEHHblIE HOBOOOPa30BaHMA
MOXHO yCMELIHO A€YNUTb U NPEAOTBPATUTL NOABAEHME CEPLE3HbIX CUMMNTOMOB.

MporpaMmma Moucka BKAtOUYaeT B cebsi peryasipHble aHaAu3bl KPOBU AAA BbISIBAEHUS
nepenpor3BOACTBa FOPMOHOB, a Takke BU3yaAu3upyrlowme uccaepoBaHusa (YU =
coHorpadus, KT u MPT, BO3MOXHO, M3T = NO3UTPOHHO-3MUCCUOHHAsA TOMorpadus).

MOCKOABKY Y BOAbHBIX C TEYEHUEM BPEMEHW MOTYT pa3BMBaTbCA PA3AMUHbIE OMYyXOAM,
nocaeayrowme obcaepoBaHUMA HeobXoAMMBbI, HauuHasa ¢ 10-AeTHero Bo3pacTa, Ha
NPOTSXEHUN BCEN XU3HU.

Mcnonb30BaHME W vacToTa MNPOBEAEHUSA AAAbHEMLLMX AMArHOCTMUYECKUX MNpouUeAyp
BapbMPYyIOTCH OT YEAOBEKA K YenoBeKy. Aevallumii Bpay pellaeTt, kakne obcaepoBaHUsS
HEOb6XOAMMO NMPOBOAWTb M Kak YacTo, UCXOAA U3 Kypca U MMeroLImxcs AabopaTopHbIX
nokasatenein. [OCKOAbKY OLEHKa pe3yAbTaToB TpebyeT OOAbLIOrO OMnbiTa BEAEHUS
naupeHToB ¢ M3OH-1, uccaep0BaHMUS Aydlle BCEro NPOBOAUTb MOA PYKOBOACTBOM/MO
COrAacoBaHWIO C BPaYOM-3HAOKPMHOAOTOM, MMEOLMM ONbIT AQHHOM KAMHWUYECKOM
KapTUHbI.
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napawmtosngHble

xeneabl

Mopxenyno4vHasa

Xenesa
- MactpuHoma

- WHcynuHoma

- gpyrue

'mnogums
Hapno4Ye4YHnKn
Tumyc,

BGpoHXManbHbI
KapuvHoug,

Bo3spacTt ot

Havana (ner)

20

20

>10

>10

15

Buoxumus,
eXerogHo

CbIBOPOTOYHbIN
kanbuun, MNTC

[acTpuH

YpoBeHb rMoKo3bI
HaToLWak, NHCYJNH

CGA, Ir,
rntokaroH, BAT

MPJ1, IGF1

PYHKLMOHAaNbHO
Bonbluen YacTblo
HEeaKTUBHbI

YHKLMOHANBHO
aKTUBHbI

Busyanusauus

MTl, B cnyyae peunausa:
Y3W, npn HeobxogumocTu
CUMHTUrpaMma
napaLMTOBUAHBIX Xenes

OHaocoHorpadwms,
MPT

KT, MOT-KT kaxable
1-2 ropa

MPT kaxpble 3 roga
MPT/KT exerogHo

KT/MPT kaxgpble 2 roga

MO3H = mMHoX)XecmeeHHasi sHOOKpuHHasi Heornnaausi, [Tl = napamupeoudHsili 2copmoH, CGA = a-
cybbeduHUYa 21UKOMPomMeuHo8bix 20pMoHo8, 11 = nonunenmud nodxesydo4Hou xene3bl, BUIM =
8a30aKmuBHbIl UHMecmuHarnbHbIl nenmud, MPJ1 = nponakmuH, IGF1 = «uHcynuHono0obHbIl chakmop
pocma 1» , 13T = N03UMPOHHO-3MUCCUOHHas momozpagusi

Tabamua 1: CKkpmuHmMHr MOH1 cornacHo [1]
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-
Kak neuatr MOH1?

o

MauneHT ¢ nogospeHnem Ha MOH-1

1

OnarHoctuka
HeT MOH1 M3H1 noaTBepxaeHa

* N

JleueHne cooTBeTCTBYIOLLErO
3abornesaHus, nocneayoLiee

nevyeHne npu HeobxoanmMocTu / \

CemenHoe nccnegoBaHue

MyTaums MEN-1 HeT myTaumn MEN-1
Y ‘ ‘
naTonorn4yeckme Haxoaku HUKaKoro
/ \ nocneaymoLlero yxoaa
na HeT
NeueHne Mocnenyio
yxoAa

PucyHok 7: MOH1 - [MpaKTnyeckoe ynpaBAeHue

3HAOKpMHHaﬂ HeonAaa3uvAa napaluToBUAHDIX XXEeAne3:

Xupypruueckoe AeueHue

Kak npaswuao, npy MIH-1-accoumMmMpoBaHHOM NEPBUUYHOM rMMepnapaTMpeose
nopaxatroTca BCe YETbIpe NapalMTOBUAHBIE XEAE3bl, XOTS U B PA3HOM CTENeHU (Tak
HasblBaemasi acCMMMeTpUYHas runepnaasus). Hepeako obHapyxuBatoTcs
CBEPXKOMIAEKTHbIE NapPaLLMTOBUAHbBIE XEAe3bl, 00bIYHO B BUAOUKOBOM XENE3E B
BEPXHEN NepeAHel YacTu rPyAHON KAETKU. Elle 0AHOM 0COBEHHOCTBLIO IBASIETCS TO, UTO,
HECMOTPA Ha XMpypruyeckoe BMeLlaTeAscTBo, A0 30% cAayyaeB MOTYT MPUBECTU K

peLMnAnBY.
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MpKU HAAMUUKM NePBUYHOTO rMMNepnapaTMpeosa (NOBbILEHWE B KPOBU KaK KaAbLIMS, Tak
¥ NapaTropMoHa) 4acTo BO3HWKAET NoKa3aHUe K onepaLmu.

Onepauuio cAeayeT MopyUUTb OMbITHOMY XUPYPry-3HAOKPUHOAOTY B LEHTPE, A€ TKaHb
NapalIMTOBUAHON XeAe3bl Takke MOXET XPaHUTbCA 3aMOPOXEHHOM N0 pPasHbIM
npuynHam:

MOCKOAbKY BCA TKaHb MapaLllUMTOBUAHON XeAe3bl nopaxeHa, ee HeoBXOAMMO YAAAUTb
KakK MOXHO papuKaAbHee, HO, C APYrOi CTOPOHbI, CAEAYET OCTaBUTb AOCTATOYHO TKaHM,
yT06bl rapaHTUPOBaTbL HOPMAAbHbIN 0BMEH KaAbLMA.

EcAn B 0OAGCTM LUEeU OCTAETCA CAWMLLKOM MHOMO MOPaXEeHHbIX TKaHeil, B BbICOKOM
MPOLEHTE CAy4aeB BO3HUKAET PELIMAMB, KOTOPbIA MOAAAETCA ACUEHUIO TOABKO B THXEAbIX
YCAOBHWAX U UpeBaT OCAOXHEHUAMM.

3T0 HEe0bBXOAMMO YuuThbiBaThb BO BpemsA pabdoTtbl. C OAHOW CTOPOHbI, XMPYPr AOAXKEH
YAQAUTb AOCTATOYHO TKAHW, 4TOObl BbIAGUMTb 3aDOAEBAHME, HO C APYroid CTOPOHbI,
AOCTaTOUHO TKAHU AOAXHO ObiTb OCTABAEHO HA MecTe, uToObl MauWeHT He CTPaAaA
NOCTOSAHHOM 3aBUCUMOCTbIO OT AEKapCTB.

PesyAbTaToOM 3TOr0 ABASILOTCA CAEAYIOLLME NMPOBEPEHHbBIE HA NMPAKTUKE XUPYpPruyeckue
METOAbI:

- Tak HasbiBaemoe cybTOTanbHOE yAaAeHMe MNapallMTOBUAHOM  XeAesbl ¢
COXpaHEHUEeM oOcCTaTka XEeAe3UCTOW TKaHWM MPUMMEPHO HOPMAaAbHOrO pa3mepa C
AOMOAHWUTEABHBIM  YAGAEHUMEM  BUAOYKOBOM  XeAe3bl M3  paspes3a  Lewu
(TpaHcuepBUKanbHasA TUMIKTOMMSA). YacTb YyAaAeHHOM TKaHW NapalMTOBUAHOM
Xene3bl CAeAYET XPaHUTb 3aMOPOXEHHON (KPMOKOHCEPBWMPOBAHHOM), uTobbl ee
MOXHO ObIAO PA3MOPO3UTb U NPU HEOOXOAMMOCTH NOBTOPHO MNOACAAWTb B OPraHU3M.

- ToTanbHOE YyAaAeHMEe TKaHM NapalMTOBMAHOM Xene3bl B 0bAacTM LWweun ¢
AOMOAHUTEABHOM  TPAHCLEPBUKAABHOM  TUM3KTOMMWEMN M OAHOBPEMEHHOM
UMMA@QHTAUMEN uYacTel TKaHM YAAAEHHOW )KeAe3bl B MbllWUbl  MPEANAEYbs
(anbTEPHATUBHO B MOBEPXHOCTHYIO MbllLy Leun). B 3ToM cAyyae TkaHb Takxe
CAEAYET XPaHWTb 3aMOPOXEHHOM, UToObl MpPU HEOOXOAMMOCTM €€ MOXHO 6biAo
NMOBTOPHO MOACAAMTD.

06e npoueAypbl MPU UCNOAB30BAHMM OMNbITHBIM XMPYProM NPUMEPHO 3KBUBAAEHTHbI.

MeToa TpaHCcNAaHTaUMKU TKaHW MapalLMTOBUAHOM XeAe3bl B MbllLLbl NPEANAeYbs (MAK

LIeKn) coxpaHsieT BblpaboTKy OpraHM3MOM COOCTBEHHOIO ropMoHa MNapallUTOBUAHOM

Xenesbl. ECAM TKaHb CHOBa YBEAMUMBAETCS B pa3Mepax M3-3a nepenpou3BOACTBa

napaTMpeouAHOro ropMoHa (PeuuamnB), TKaHb OObIYHO MOXHO OTHOCUMTEABHO AErko

YAQAUTB.
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JHAOKpPUHHaA HeonAa3ua runo¢pusa:

NekapcTBeHHOe AeueHue

Mpn NPOAGKTUHNPOAYLMPYHOLLLEN aAEHOME:

AroHucTbl AoodaMuHa, Hanpumep, Mpasuaen (BPOMOKPUNTUH), AOCTUHEKC (KabeproArH)
uAM Hopnpoaak (XMHAroAua), KOTOpblE 3aMEAAAIOT BbIpaboTKy NPOAAKTMHA WM MOTyT
BAWMSITb H@ POCT OMYXOAU.

Mpu apeHOMe, NPOAYLMPYHOLLEN TOPMOH pocTa:

AHanormn comatoctatuHa, Hanpumep CaHaoctatnH NAP® (okTpeoTtuna) anm ComatyauH®
AyToxeAb (AQHPEOTWUA), KOTOpble WHIMOMPYIOT BbipabOTKY rOpMOHa pocTa U APYrux
ropMOHOB. Mx 0OblYHO BBOASIT B BWMAE AEMO-NMpenapatoB C WMHTEPBAAOM B Mecsl.
HoBbit npenapat — ComaBepT® (NerBMcoMaHT), BAOKMpPYOLWMIA peLenTopbl FopMOoHa
pocta. BAOKMpYys peuenTopbl, aKTUBHbIA WHIPEAMEHT MPEAOTBpaLLaeT AEenCTBUE
ropmoHa pocta. ComaBepT® NPUMMEHSIOT Y NAUMEHTOB, KOTOPbIE MAOXO pearnpyroT Ha
AeYEeHMEe aHaNOraMK COMaToCTaTMHA.

Xupypruueckoe neueHue

AKTT-npoayuMpytoliye M rOPMOHOHEAKTUBHbIE OMNYXOAU TUMOOU3a MNPAKTUYECKU He
pearvpyloT Ha AOCTyNHble B HacTosillee BpemMsa AekapctBa. [lo 3TtoM npuumnHe
XUPYPrMYECKOe YAANEHUE MPOBOAMTCA MPU MEAMLMHCKOM HeobxoprMocTh. OBbIYHO 3TO
OTHOCUTCSI K OMyXOAsiM, npoayuupytowmm AKTE, U ONyXOAAM, KOTOpble BbI3blBaOT
CUMMTOMbI (Hanpumep, HapylleHWe 3peHust) u3-3a cBoero pasmepa. Kpome Toro, BO
MHOMMX LEHTPax XWUpypruyeckoe BMELLATEALCTBO MO-NPEXHEMY CUUTAeTCsi METOAOM
nepBoro Bblbopa MpU ONyXOAsiX, MPOAYLMPYIOLLMX FOPMOH pocta. B atobom cayuyae
onepaumio HeobXOANMO NPOBOAWTL B CNELMAAM3UPOBAHHOM rMNOGKU3apHOM LEHTPE.

06AyueHue
ObAyyeHMe  MoKasaHO MNPU  OTAEAbHbIX  OMYXOASX,  KOTOPble  HEBO3MOXHO
KOHTPOAMPOBATb XMPYPrUUECKUM UAU MEAUKAMEHTO3HbIM NyTeM. ToUHble MoKa3aHWA

AOAXHBI ObITb yKasaHbl AAAl PasHbiX CMeLUUanbHOCTEN (Hanpumep, 3HAOKPUHOAOT,
HEWPOXMPYPT U Ay4EeBOW TepanesT).
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AHpOKpUHHBIE AN onyxoau:

Xupypruueckoe AeueHue

YpaneHve (pes3ekums) onyxoAru B 3aBUCUMMOCTM OT TUMa OMyXOAW, pa3mepa 1
AOKaAM3aLMK (MOAOXKEHUS)

NekapcTBeHHOE AeueHue

FactpuHoma:
Hanpumep, MaHT030A MAM OMenpasoA, KOTOpble CHWXAKT BblPabOTKy XEeAyAOYHOM
KWUCAOTbI U TEM CaMbIM NPOTUBOAENCTBYHOT Pa3BUTUIO U AQAbHENLLEMY POCTY A3B.

UHCyrMHOMa:
AHanOTM cOMaTOCTaTMHA (CM. NPEABIAYLLYIO CTpaHULYy); AnasoKcua MoxeT
NpeAOTBPaTUTb TMMNOFAMKEMMIO.

Heripo3HAOKPHHHBIE OMYyXOAU (KapLUMHOUADI):
EcAn BO3MOXHO, 3TW OMYyXOAU CAEAYET YAAAATb XMPYpPruueckum nytem; /\ekapctBeHHas
Tepanusi CAYXuT AASt OOAETYEHUsI CUMMITOMOB U 3aMEAAEHWSA POCTa OMYXOAM.

FopMOHaAbHO-HEAKTUBHBIE OMYXOAU MOAKEAYAOHYHOM XEAE3bl:
Xupypruyeckoe BMeLLaTeAbCTBO, ECAM 3TO HEOOXOAMMO; aHaAOTM COMaToOCTaTUHa,
APYyrve npenapartbl; NpoLEeAypbl SAEPHON Tepanuu.

MHorune onyxoan '3 MOXHO OBHaAPYXMTb C MOMOLLBHO BW3yaAu3aLMW Ha OCHOBE
comatocTatMHa (Hanpumep, OkTpeockaH, DOTA-TOC). Ecav HabatopaeTca aBHOe
MOrAOLLLEHWE PAAMOAKTUBHOIO BELLECTBA, €ro 4acto MOXHO WCMNOAb30BaTb U B
TepaneBTUUYECKUX LEASIX.

OnyXxoAn HaANOYEYHUKOB:

Kak ykasaHo Bblllie, NoKasaHWsa K onepauun AOAXKHbI COCTABAATLCA WHAMBUAYAABHO.
Onepaumio CAEAYET MPOBOAUTL B CMELMAAM3MPOBAHHOM LEHTPE, AMBO MUHWMAAbHO
WMHBA3WBHOMN («XMPYPr1si 3aMOUYHOM CKBaXWHbI»), AMBO OTKPLITOW (Hanpumep, paspes
6pIOLLIHOM NOAOCTH), B 3aBUCMMOCTU OT pasMepa M NOAO3PEHUS Ha 3AOKAYEeCTBEHHOE
HoBoObGpa3oBaHue.
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lNcuxuueckum crpecc, BbisbiBaemMbin MIOH1

MpeapacnonOXEHHOCTb K Pas3BUTUIO Pa3AMYHbIX OMYXOAEW B Pa3HbIX OpraHax, Kak rnpu
3aboneBaHMM MIH-1, npeacTaBAsieT cOOOM He TOABKO Yrpo3y AAA Pa3AMYHbIX OPraHoOB U
BCEro OpraHuM3ma, HO U TAXKEAYHO Harpy3ky Ha MCUxMKy 60AbHOro. XX13Hb MOCTpaAaBLUMX
yacTo OMNpeAersitoT  pas3HoobpasHble CcTpaxu: cTpax 3aboaeTb, CTpax AeyeHus
MeAUKaMEHTaMW W/UAU XMPYPr1MUYECKOro BMELUATeAbCTBA, COMHEHWUSI B MPaBUAbHOCTU
peLeHnt, COMHEHUSI B KOMMETEHTHOCTM BpayeKl, CTpax nepep PEryAsipHbIMU
OCMOTPaMM, HecObIBLLIMECS HAAEXAbI, DUHAHCOBbLIE TPYAHOCTH, NPobaembl Ha paboTe U
CO CTPaxOBKOMW.

MoaTomy McMXoAOrMYeckasi MOMOLLb M NMOAAEPXKKA OOAbHbLIX SIBASIETCA OYEHb BaXHOMN U
CAOXHOW 3apadvei. 3T0 0CoBEeHHO aKTyaAbHO AASI MauneHToB ¢ M3H-1, y KoTopbIX yxe
HabAtoAaAMCE OU3MUECKME CUMMTOMbI. B uaeane B OCHOBE AexaT UeAOBeveckoe
BHUMaHWE, NPOPECCUOHANbHBIE HaBblKM, @ TaKKe WCKPEHHOCTb. Ha HUX MOXHO
NMOCTPOUTb OCHOBY AOBEPMS, KOTOpasi MOXET CTaTb BaXHOM MNCUXONOTUYECKOM
NMOAAEPXKOM B AOATOCPOYHOM MEePCNeKTUBe.

PeakocTb M pasHoobpasune 3aboneBaHUss MOTYT 3aTPyAHUTb naumeHtam ¢ M3H-1 nouck
Bpaya, OTBEYAIOWEr0 MX XeAaHWAM W MoTpebHOCTAM. AMYHAA MHWLUMATMBA, NMOMOLb
APYTMX  AOAEH M WCMOAb30BaHME COBPEMEHHbLIX CPEACTB  CBSid3W, 0COBEHHO
BO3MOXHOCTEN WHTEpPHETA, MO3BOASILOT MHOMMM  NOCTpaAaBLWMM  ObICTPO  AOCTMUb
BbICOKOIO YPOBHS 3HAHWIA. 3TO MEHSAET OTHOLLIEHUA MEXAY BpayaMu U naupeHTaMu, Yto
MOXET MPUHECTU MNoAb3y. OcHOBHas npobaema 3AeCcb — MOAYYUTb BTOPOE MHEHUE U
NMPOKOHCYABTUPOBATLCA CO CNELMAAUCTaMM MO OYEHb KOHKPETHLIM BOMpPOcaM, 0COOEHHO
no BapuaHTaM AeuveHusi. C Apyrov CTOPOHbI, CMeHa Aevallero Bpaya LenecoobpasHa
TOABKO B TOM CAy4Yae, €CAU 3TO AEMCTBUTEABHO MPUBEAET K YAYYLLIEHUIO MEAULIMHCKOTO
obcayxmnBaHua. OpaHa M3 LeAer rpynnbl NopaepXku MIH-1 - nomoub nauveHtam
CNpaBUTbCS CO CBOMMM NMCUXOAOTMYECKMMU U COLMAAbHBIMKU NpobAeMaMK, CBSI3aHHbIMU
¢ 3aboneBaHMEM. YUaCTHUKU MOAAEPXMBAIOT M MOMOTatoT APYT APYry MHOTOUYMUCAEHHBIMMU
TeAePOHHbIMU  3BOHKAMM, AUYHBIMW  BU3UTAMM W PETYASIPHBIMKW  BCTPEUYaMMU.
B3avmonomolb HEBO3MOXHO NEPEOLEHNTD.
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ok
CtpaxoBaHue/3awWumTa

MpobAaembl CO CTpaxoBaHWEM MOTYT Bbl3BaTb CEPbe3HbIE NPObAEMbI Y NauneHToB ¢ MOH-1.

B TlepmaHMM MeEAMLMHCKOE CTpaxoBaHWe rapaHTUpyeTcsl Kak obsi3aTenbHoe
cTpaxoBaHWe. Bonpoc 0 TOM, MOMYT AW YaCTHble KOMMAHWUM MEAULMHCKOro
CTpaxoBaHWsi OTKa3aTbCs MPUHMMATb HOCUTEAEN FeHOB, NPEACTOUT AETAAbHO WU3YUMTb.
TpPYAHOCTM BO3MOXHbI Y KOMMNAHWIA NO CTPaXOBaHWUIO XU3HW.

3aKOH O reHeTMYeCKOM AMArHOCTMKe, BCTYNMBLUMK B cuAy ¢ 1 ¢eBpana 2010 roaa,
npeAycMaTpMBaEeT, UTO HU OAMH CTPaxoBLUMK HE MOXET TpeboBaTb OT 3aCTPaxoBaHHOMO
NPOBEAEHWNSI TEHETUYECKMX TECTOB MAM COOOLLEHUSI O pe3yAbTaTax yXe MPOBEAEHHbIX
reHeTMYEeCKMX TECTOB HWU AO, HU MOCAE 3aKAKOUEHMA AOFOBOpa CTpaxoBaHMsA. OAHaAKO 310
He OTHOCUTCA K CTPaxoBaHWIO XW3HU, CTPAXOBAHWUIO N0 MHBAAMAHOCTA U NEHCUOHHOMY
CTPaxoBaHWUIO MO YXOAY, ECAM cOrracoBaHo nocobue B pasmepe 6oree 300 000 eBpo
WA ropoBas neHeusa 6oaee 30 000 eBpo.

MpobAeMbl C COTPYAHMKAMMU MOTYT BO3HUKHYTb 13-3a NPOHAEM CO 3A0POBbEM U
YBEAMUYEHUS KOAMUECTBA MNMPOMNYCKOB Mo HOAE3HMU.

AOCPOUHBII BbIXOA Ha NMEHCUIO AW THXEAAS MHBAAMAHOCTb MOTYT BbITb HEOBXOAUMbI, ECAU Y
BaC eCTb CYLLECTBYHOLLME HAPYLLEHUS], B 3aBUCUMOCTU OT CUTyaLIMK.

MeAVMUMHCKMIA MPOrpecc - camMoe BaXHOe AAS 3allMTbl HOCWUTEAEN T[EeHOB W
NocTpapaBLUMX. XOpPOLWWA YpoBEHb WHOOPMALMU U BanaHC B KOHCYAbTALMAX W
0OCYXAEHUAX MNPUHATUS  PELIeHUM AAA NPEACTOSLUMX  BMELLATeAbCTB  UMEOT
nepBOCTENEHHOE 3HAUYEHME.

31



ok
Yacto 3apaBaeMbie BONPOCHI

o

Kakou puck 3aboreBaHUA Y MOUX POACTBEHHUKOB?

ok
Tun HacrepoBaHMA MIHL aBAsieTC ayTOCOMHO-AOMUHAHTHBIM, YTO O3HAYAET, UTO OAUH
60ABHOW POAMTEAb CTATUCTUUECKU NepepaeT MyTpoBaBLUKMi reH MEN-1 noAroBUHE
CBOWX AETEWN.
OAHaKO Ha MpakTUKe 3TO MOXET O3HauaTb, YTO BCe AETM BOABHOrO POAWUTEAS MOTYT
6bITb 3A0POBLIMU MAM BCE OHW MOTYT ObITb HOAbHBIMW. He3aTpoHyTbie AETH, TO eCTb
AETU, KOTOPbIE HE ABAAIOTCA HOCUTEASIMW MYTMPOBABLLErO reHa, He MOryT nepeaaTb ero
AanbLLeE.

Ecan 3aboneBaHWe MIH-1 AMarHocTMpoBaHO BMEPBbIE B CEMbe, HEOOXOAMMO TakxXe
obcnepoBaTb BCEX KPOBHbIX POACTBEHHMKOB: POAMTEAEN, BpaTbeB U cecTep U AeTel
3aboneBLLero.

Chaepytolee reHeanorMyeckoe APeBO (PUC.8) NOKa3bIBAET TPM NMOKOAEHWSA CEMbM C
M3H1. babyiika (Ne 1) 3abonrena v nepepana 6OAE3Hb ABYM M3 UETbIPEX CBOMX AETEN.

0

o—gé 0o &

]

Lobbl £ ey

MYy>X4UHa, XKeHLWMwuHa, MyX4UHa, XKeHLWMuHa,
3040pOBbLIN 3aopoBas 6onbHoW 6onbHasa

PucyHok 8: lMpumep cemerictBa ¢ MOH-1
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3A0pOBbLIA CblH BCEraa MMeeT 3A0pOBOE MOTOMCTBO, B A@HHOM CAyyae natepo. Y
60AbHOW pouepu (Ne2) ABOe 3A0POBLIX AETEW, Y 6oAbHOro cbiHa (Ne3) ABoe HOAbHbIX
petent (Ned n 5).

Kak uacrto HeoﬁXOAMMbI CKPUHUHrIoOBbIE
o6craepoBaHUA (MOcAeAylOLLUE OCMOTPbI)?

ok
Y Hocutensi reHa MEN1 ¢ 60AbLLION BEPOSATHOCTHIO B TEUEHWE XU3HU PA30BLETCA OAHO
WAM  HECKOAbKO 3HAOKPUHHBIX HOBOOOpasoBaHW. B cpeaHEM  KAMHWUYECKUE
nposiBAeHUst 3aboneBaHUst He Habatopatotess npumMepHo Ao 40 aet. ObcaepoBaHKUA Ha
paHHen CcTapuu, T. €. PEeryAsipHble €eXEeropHble MEAWMUMHCKME OCMOTPbl, Tak
Ha3blBaeMble CKPWHUHIOBbIE OCMOTPbl, AOAXHbI HAuyMHATLCA B AETCKOM MU
NMOAPOCTKOBOM BO3pPacTe, MOCKOAbKY B PEAKMX CAyYasX NepBble SHAOKPUHHbBIE OMYXOAU
NOABASIOTCA yXe B paHHEM [MOAPOCTKOBOM Bo3pacTe. AHaAU3bl KpPOBU W
YAbTPA3BYKOBbIE MCCAEAOBAHUS CAEAYET MOBTOPSATb EXErOAHO, @ APYrMe MeAULMHCKNE
obcAepOBaHUA  (HanpUMep, MarHWTHO-PE30HAHCHYD TOMOrpaduio, KOMMbIOTEPHYHO
TOMOrpaduIo) CAeAYET NOBTOPAThL Yepe3 Honee AAMTEAbHbIE NPOMEXYTKU BPEMEHM.

EcAv pesynbTathbl AaBOpPaTOPHbIX UCCAEAOBAHWI OTKAOHAKOTCS OT HOPMbI, AAAbHENLLIYIO
npoueAypy HEO6XOAMMO COOTBETCTBYHOLLMM 06pa3oM CKOPPEKTMpPOoBaTh (bonee YacTbie
U AONOAHUTEAbHblIE CNeLuUnaAbHble 06Cl\eAOBaHMﬂ).

AonxeH am uenoeek ¢ MOH1 umetb peten?

ok
Ecav y Bac cuHapoMm M3IH-1 mAM pesyabTaT Ballero Tecta Ha MyTaumto reHa MEN-1
MOAOXWUTEABHBIN, BaM MOXET OblTb OUEHb TPYAHO MPUHATL PELLEHWE 3aBecTh pebeHka.
HUKTO He MOXET MNPWHATb 3TO peLleHMe 3a Bac, HO BaXHble MOMEHTbl MOXHO
pe3toMUPOBaTb CAEAYHOLLMM 06pa3om:
Puck poxaeHna pebeHka ¢ MOH1 y KaXA0ro MyX4MHbl U XeHLMHbl ¢ MOH1
coctaBasieT 50:50 npu kaxaon 6epeMeHHOCTH.
B cembe MOXET CyLLeCTBOBaTb LUMPOKAs KapTMHa pa3sutna MIOH1.

OaHaKo TsixecTb 3aboAeBaHWA 3HAUMTEABHO PA3AMUYAETCH CPEAN YNEHOB CEMbM. BaxHO
OTMETUTb, UTO OMbIT poanTeEner ¢ MIH-1 He MOXET 6bITb UCMIOAb30BaH AASl YBEPEHHOTO
NPOrHO3npPOBaHUs cteneHun Taxectn MAH-1 y pebeHka. MOH1 — 310 3ab6oneBaHuMe,
KOTOpoe 06bIYHO Pa3BUBAETCH TOALKO Y B3POCAbIX. XOTA AeueHue TpebyeT peryasapHoro
HaBAOAEHMA 1 MOXET NOBAEYb 3a cOO0I 3HaUUTEAbHbIE 3aTpaThl, OHO He MeLlaeT
BECTW aKTUBHYH, NMPOAYKTUBHYHO XW3Hb.
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HeneueHHble oMnyXoAr, MPOAYLMPYIOLLME NPOABKTUH, MOTYT NOAABAATL GEPTUABHOCTD Y
MYXYUH M XEHLWNH ¢ MOH1 1 3aTpyaHATL 3auatue.

HeneueHHbIN runepnapatMpeos Bo BpeMsa 6epeMeHHOCTH MOXET YBEAUUUTb PUCK
OCAOXHEHUI Kak AN MATepH, Tak U AAA pebeHka.

Mpumep: NMpakTUUecKUn NoAXoA K cembe MIH-1

EcAM y naumeHTa B TeUeHWe XWU3HU pa3BHUBatOTCS ABE WAM BOAEE W3 BbILLEYNOMSHYTbIX
3HAOKPUHHbBIX OMyXOAeM WAM 3aboAeBaHWEe UYeTbIPEX XeAe3 Mpu  NepBUYHOM
rmnepnapatMpeose, BO3HWKaeT Bonpoc o0 M3H1. Hepeako Takum o0b6pas3om
obHapyxu1BaeTcsi nepsbi NaumeHt ¢ MAOH-1 B cembe (OCHOBHOW naumeHT). Mpumep
AONXEH 3TO NPOACHWUTD:

BoAbHOM (CM. reHeanorMyeckoe ApeBO, pUCYHOK 9) B Bo3pacTe 34 AeT OblA yCneLwHo
npoonepvpoBaH Ha MapallMTOBUAHBIX >XKeAe3ax Mo MOBOAY TMNEePaKTMBHOCTU
napaLmMTOBMAHON XeAe3bl (MepBUYHbIN rMnepnapaTMpeos). Ao onepaumu y Hero 6biAu
PELMAMBUPYIOLLME KaMHKW B MOYKax; NOCAE onepaumu y Hero He ObIAO CUMNTOMOB B
TEUYEHWE CEMU AET, MOKa KAMHM B MOYKax He MNOSABUAUCHL CHOBA. [MOBbILLEHHbIN YPOBEHb
KaAbLMSi B CbIBOPOTKE W MOBbILWEHHbIA YPOBEHb MapaTropMoHa B CbIBOPOTKE
NOATBEPAMAM NPEANOAATaEMbIV AMATHO3 PELMAMBA TMNEPOYHKLMM NapaLLMTOBUAHOM

FeHeanoruyeckoe apeBo

L

MYX4MHa, XeHLWHa, MYX4MHa,
3A0pOBbIN 3a0poBas 6onbHON

PucyHok 9: Mpumep cemerictBa MOH-1
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xenesbl. [TOCKOAbKY OH TaKXe HEOAHOKPATHO COObLLAA O f3Bax ABEHaALATMNEPCTHOW
KMLIKK, ObIAO NPOBEAEHO COOTBETCTBYHOLLEE WCCAEAOBAHME, KOTOPOE MOKa3ano
3HAYMUTEABHO MOBbLIWEHHbIV YPOBEHb FACTPUHA, 3HAUUTEABHO MOBLILLEHHOE BblAEAEHWE
XEAYAOUHOTO COKa M HEBOAbLUYD OMyxOAb B CTEHKE ABEHAALATUMNEPCTHOW KULLKK.
AvarHos Tenepb ObIA TAKXKe racTPUHOMOW. [MNEePaKTUBHYIO NapaLlUTOBUAHYHO XEAe3y
CHOBa yCneLlHO NpoonepupoBann. Kaabumi npuwlien B HOpMy. 3aTeM ONyXOAb B CTEHKE
KULLIEYHUKA YAAAMAU. YPOBEHb racTpyMHa Takxe Hopmaau3oBancs. Ceryac y naumeHTa
HEeT CUMMTOMOB.

MoppobHbIV onpoc 0 3aboAeBaHUsIX B CeMbe AaA caepytome ceepeHus: Otel, (Ne2)
yMep OT XEAyAOYHOro KpoBOTeueHus B Bo3pacte 63 AeT, aaaa (Ne3) ctpapaet ot
KaMHeN B NoYKax.

MoAeKyAsIpHO-TEHETUYECKOE TECTUPOBaAHWE NaumMeHTa BbISBUAO MyTauuio B reHe MEN-
1, OTBETCTBEHHOM 3a ero 3aboneBaHue. C MOMOLLbIO 3TOMO0 reHETUYECKOro TecTa
Tenepb MOXHO 6bIAO 06CAeAO0BaTb BCEX KPOBHbLIX POACTBEHHMKOB MNauMeHTa (AeTew,
ASIAEM U UX AETEWN, @ TaKKe APYTMX KPOBHbIX POACTBEHHMKOB). OnpeseneHWe ypoBHSA
KaAbLUMSI B CbIBOPOTKE KPOBW ASIAM U YPOBHSI MapaTropMOHa BbIIBUAO MOAO3PEHME Ha
rMnepTMpeos. Y Hero Takxe bbina obHapyxeHa Mytaumus. Y opHoro (Ne 4) u3 AByx ero
AETeW (8 1 16 AeT) Takxe bbina 0bHapYyXeHa Takas xe MyTaumsa B reHe MEN-1.

OAHaKo aHaAM3 KPOBM Y MOCTpaAaBLIEro 16-AeTHEro NOAPOCTKA MOKa3aA HOPMaAbHbIM
YPOBEHb KaAbLUMSi W NapaTMPEOMAHOr0 TFOPMOHA W  OTCYTCTBME OTKAOHEHUM B
nokasatensx ApPyrMx ropMoHOB. CAeAyeT MNpPEeAnOAOXUTb, YTO Yy 3TOMO0 MOAOAOMO
yenOBEKA B TeUeHMEe XU3HW Takxke pas3oBbtoTca onyxoam MOIH-1. Heobxoaumbl
peryasipHble (EXeroaHble) OCMOTPbI. Y reHETUUYECKU HEe3aTPOHYTOro MAaallero bpata
(Ne 5) HeT noBbIlLEHHOrO pucka pas3ButMS MOH1 no cpaBHEHWIO C HOPMAaAbHOM
nonyAsiuuem, U oH He TpebyeT Kakux-AMbo AaAbHENLLIMX 0BCAeAOBaHMM.
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=
Aetuu MOH 1

o

CI\eAyET AU MHe npoBeCcTU reHeTU4yeckKoe TectupoeaHue
moero pebeHka Ha MOH?

ok
CornacHO AEWCTBYHOLLMM PEKOMEHAALMsIM, 6ecCUMMNTOMHbIE POACTBEHHUKM MEPBOM
CTeneHu pPOACTBA M3BECTHOrO Hocutena Mmytaumn MEN-1  (u3meHeHna MEN-1)
06513aTeAbHO AOAXKHBI ObiTb MPOBEPEHbI HA HaAWuMe MyTauuu. MyTauMoHHbIM aHaAW3
CAEAYET NPOBOAUTb Kak MOXHO paHblL€, MOCKOAbKY Y HEKOTOPbIX AETEW OMYyXOAU MOTYT
pa3BUTLCA YXe B MATUAETHEM Bo3pacTe. B kKOHEYUHOM wTOre pelueHue o TOM, KOrAa
NPOBOAUTb FTEHETUUYECKUI TECT, AOAKHO ObIThb MPUHATO NOCAE AETAABHOW KOHCYAbTALMK.
Takxe pekomeHayeTcsi 06paTUTLCA B rpynny NOAAEPXKKHM.

FAe MO)XHO NpouTU AaHHOe ob6crepoBaHUue?

ok
O6bIYHO ero NpPoBOAAT B AABOPATOPUM TEHETUUECKOrO TECTUPOBAHMA. O6bLIYHO AAS
aToro TpebyeTca caaTb aHaAM3 KpoBW. Ball Bpay MOXET NocoBeToBaTb BaM, Kak U rAe
npont1 obcaepoBaHue. CornacHO 3aKOoHy O FeHETUUYECKOW AMarHoCTUKe, Bbl 3apaHee
NMOAYYMTE MNOAPOOHYIO TEHETUYECKYHD KOHCYAbTaLMIO OT Bpaya, 3HAKOMOro ¢
reHeTUYECKUMHU TecTaMU. Pe3yabTaT NoAPoBHO 06CYAAT C BaMU Ha OTAEABHOM BCTpeue.

fl 6010Cb reHeTUYECKOro TECTUPOBaHUA — He Ayullle AU He 3HaTb, UTo
MOM pe6eHOK ABAeTCA HOCUTEeAeM reHa? AuarHo3 crtaa 6bl
OrpOMHbIM 6pemeHeM AAA Hallen ceMbM, a ONMYXOAU YacTo
NOABAAIOTCA TOAbKO BO B3POCAOM BO3pacTe.

Baw cTpax No MNOBOAY FEHETMUYECKOro TECTUPOBaHWA MNOHATEH. MHOrMe POAUTEAM
60ATCA, UTO AMArHO3 BUCUT HAA HUMU «Kak AGMOKAOB Meu» 1 OTATroWaeT Ux 1 pebeHka
Ha AOATUE FOAbI, AAXe eCAU B FOHOM BO3pacTe HUKaKMx Npobaem He Bo3HMKaeT. Ho npu
M3H1 oyeHb BaXHO paHHee reHeTMUeCKoe TECTUPOBaHUE: C OAHOM CTOPOHbI, OMYXOAU
MOTyT MOSABUTLCA €lle B AETCTBE. MX ropaspo Aerde AeunTb, eCAM UX PacnosHaTbh Ha
paHHel ctaauu. Mo3ToOMy HOCUTEAWM MyTaLMii AOAXKHbI BbiTb BKAIOUEHbI B NporpamMmy
NPOOUAAKTUKM,  UTOBbl  BbISBUTb UM AEUYATb  BO3MOXHbIE  MOBPEXAEHUS
3A0POBbA/ONYXOAM Ha paHHen ctaanun. C APYrol CTOPOHbI, AAS CEMbM, KOHEUHO, ByaeT
obnerueHvem, ecAM Ha paHHeM 3Tane OyAeT YyCTaHOBAEHO, UTO PeBEHOK He SIBASIETCA
HOCUTEAEM reHa.
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YTo npousonaeT, ecAu MoH pebeHOK ABAAETCA HOCUTEAEM FreHa?
ik

Ecan Baw pebeHoK SIBAAETCS HOCUTEAEM MyTaLuW, HEOOXOAMMO MPOXOAUTb PEryAsipHble
OCMOTPbl AAl BbIABAEHUA BO3MOXHbIX orlyx0/\e17| Ha paHHeVI CTapAuUN. Kak npaBvAo,
OMyXOAW, OBHapyXeHHble Ha paHHEeW CTapuMKM W, COOTBETCTBEHHO, HEOOAbLLME, AEUUTb
ropaspo Aerye, Yem OnyxoAm Ha I'IO3AH€VI CTaAUN. Hocutensam MyTaunn CAeAYET CAaBaTb
aHaAM3 KPOBM HE pexe OAHOro pasa B roa. BuayaausvpytoLiMe WCCAeAOBaHUA (AAEPHO-
MarHWTHO-pe3oHaHcHasa Tomorpadusa runodusa, YAbLTPA3BYKOBbIE WCCAEAOBAHMWS, Npu
HEo6XOAMMOCTU BU3yaAU3aALMOHHbIE MCCAEAOBAHUA OPraHOB MPYAHON KAETKW U OPIOLLIHOW
NOAOCTM) OObIYHO NPOBOAATCA Kaxable 1-3 ropa. [PoOdUAAKTMUECKUME OCMOTPbI
HEOOXOAMMO NMPOBOAWUTL HA MPOTAXEHUW BCEW XU3HU, TaK KaK OMyXOAU MOTYT BO3HUKHYTb
B AtoOOM Bo3pacTe.

FAe MOXXHO NPOUTU NPOPUAAKTUUECKUE OCMOTPbI?

HekoTtopble obcaepoBaHUsA, 6e3yCAOBHO, MOXET NPOBECTM neauatp. boaee CAOXHble
obcAepoBaHUSA 06bIYHO MPOXOAST B AETCKOM MOAMKAMHMKE. Balwl neanatp byaet paa
nocoBeToBaTh BaM, K KOMy 06paTUTbCS.

Mow pe6eHOK oueHb 60UTCA aHAaAU30B KPOBU — UTO
AenaTtb?

ok
AAH MHOIMX AeTeVI N ceMen aHaAu3bl KPOBK CBA3aHbl CO CTPaxoM M CTPECCOM. I'IepeA
I'IyHKLLVIeVI MOXHO HaHeCTU MEeCTHYHO aHeCTe3UPYHOLLYO Ma3b, ytobbl MWHUMU3NPOBATb
60Ab. AHaAU3 KpOBMH, 0Cc0b6EeHHO Y MaA€HbKUX AeTeVI, AONXEH MPOBOAUTL BPay-neanatp,
VIMePOLLLVIVI OnbIT B3ATUA KPOBU Y 3TON rpynnbl NauUEHTOB.
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[
MHoxecTBeHHasa 3HAOKPUHHaA HeonAa3ua 2 TMNa

ol

CywiecTBeHHble PyHAaAMEeHTaAbHble pa3anuusa mexxay MOH2 u MOH1L
ok

B otaMune or cuHapoma M3H-1, cuHapoM M3H-2 nposiBAAETCA MEAYAAPHBIM Pakom
LLMTOBUAHON Xene3bl (= C-KAETOUHOM KapuMHOMOM). 3TO GOpmMa OMyXOAWU LLUMTOBUAHOM
Xenesbl, KOTopas BO3HWKAET U3 ONPEAENEHHDbIX CMELMAAN3UPOBAHHBIX KAETOK (C-KAETOK).
MeayAAApHBIM  pak  LUMTOBMAHOM XXEAe3bl MOXET pPa3BUTbCA B pPaHHEM AETCTBE.
MOAEKYASIDHO-TEHETUYECKOE UCCAEAOBAHWE C  ONPEAEAEHUMEM HOCWUTEAbCTBA [EHOB
NO3BOASIET NMPOBECTU PAHHIO AMArHOCTUKY M Tepanuio. IT0 O3HayaeT, UTO MaLUMeHTOB C
M3H-2 Takxe MOXHO BbIA€UYWUTb OT MEAYAMSIPHOIO paka LUMTOBMAHOMW XeAedbl. Apyrue
A0BpOKayecTBEHHbIE OMyXoAn M3H2, BO3HMKatOLME B TEUEHWUE XMU3HU, TAKME KaK OMyXOAK
MO3roBOro BELWECTBA HAAMOYEYHUKOB U OMYXOAU NapaLlLMTOBUMAHON XeAe3bl, BbIABAAIOTCS
M AeyaTCsi NMOCPEACTBOM PETYAAPHbIX 06CAEAOBAHUMN.

OnucaHue KAMHUYECKON KapTUHDI
ok

M3H2 wmoxeT BcTpeuyaTbcsi B pasauuHbIX BapuaHtax: M3H2A saBadeTca Haubonee
pacnpocTpaHEHHON W XapaKTepu3yeTcsi COBMECTHbIM BO3HWKHOBEHWEM C-KAETOUHOrO
paka, OMyXOAeM MO3roBOro BELWIECTBA HAAMOYEUYHWUKOB  (PEOXPOMOLMTOMBI) WU
rMNepPakTMBHON NapalLUMTOBUAHON XeAesbl (MepBUYUHbIM runepnapatupeos, MIMT). Mpu
HacAeACTBEHHOM ¢opme 3aboneBaHMA MOTEHUMAAbHO WM3MeHeHbl BCe C-KAETKM, KAETKM
MO3roBOro BELLECTBA HAAMOUYEYHUKOB WM KAETKM MapalUMTOBUMAHOWM XeAe3bl. ITO 4acTo
NPUBOAUT K MYAbTUDOKAABHOMY C-KAETOUHOMY paKy, T. €. MopaxatoleMy HECKOAbKO
y4yacTKoB 3aboAeBaHWs, ABYCTOPOHHUM GEOXPOMOLIMTOMAM WAW MOPAXKEHWUIO HECKOAbKMUX
napaLIMTOBUAHBIX XeAe3. 3HaHWe HAaCAEACTBEHHOIO pUCKa MO3BOAAET HA PaHHEN CTaAWuU
AVWArHOCTMPOBATb W BBLIAEYWUTb  MEAYAASIPHBIM  paK  LUIMTOBUMAHOM  XEAe3bl MyTeEM
LeAeHanpaBAEHHOrO  0OCAeAOBaHWA, @  MOCPEACTBOM  PAHHEro  XMPYPruuyeckoro
BMellaTeAbcTBa M36exaTb KPU30B BbICOKOTO AABAEHMSI C BO3MOXHbLIM AETaAbHbIM
MUCXOAOM B CAydae $GpeoxpoMOUMTOMbI MAM 0Opa3oBaHWA KaMHeW B MOYKax B CAydae
rmnepTupeosa.

OnucaHbl pa3AMyHble BapuaHTel MOH2A:

1. KAaCCUYECKUI C MEAYAAIPHBIM PAKOM LLUMTOBUAHOW XEAE3bI, OMYXOASIMW MO3rOBOrO
BELLLeCTBa HAANOUYEUYHUKOB W TMNEPaKTUBHOM NapaLLUTOBUAHOMN XeAe30M

2. KAaCCUYECKMI BapUaHT C AOMOAHUTEAbHBIM NOSIBAEHUEM 3YAALLETO NOPaXEHWUA KOXMU B
BEPXHEN YacTu CNUHbI (AVLIaWHbIA aMUAOUAO3)
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3. BapuaHT C AOMOAHUTEABHOM BOAE3HBIO TUPLLMPYHTa B KULLIEYHWUKE, NPU KOTOPOM
OTCYTCTBYIOT HEPBHbIE€ OKOHUAHWSA, PETYAMPYHOLLME NMOABUXHOCTb TOACTON KULLIKM

4. dpopma, NP1 KOTOPON B CEMbE BCTPEUYAETCA TOABKO MEAYAASIPHBIM PaK LLMTOBUAHOM
Xenesbl

K cuactbto, MOH2B aBAsieTCA caMOM PEAKOM, HO, K COXaAEHWIO, XapaKTepusyetcs
O4Y€Hb arpeccuBHOM C-KAETOUHOM KapUMHOMOM, KOTOpas MOXET pa3BUTbCA B NepBbiv
rOA XM3HU U YyacTo 6bICTPO pacteT. boAbHble MOH-2B MMetoT TMNUYHBIN BHELLIHUI BUA
(MapdaHOWAHbIM  rabuTyc): UpPEe3MeEpHYd AAMHY HOT M pyK, MOBbILLIEHHYO
pacTSXMMOCTb CyCTaBOB M Y3AOBble M3MEHEHUS (FTaHTAMOHEBPOMATO3) B XXEAYAOUHO-
KULLIEYHOM TpaKTe, a Takxe Ha A3blke U rybax (puc. 10). 3Ta KAMHMUYECKas KapTUHA
pa3BMBaAETCA MEAANEHHO B TeYeHWe AETCKOro M MOAPOCTKOBOro Bo3pacta. OueHb
pPaHHWM MPU3HAKOM MOXET ObiTb CHUXEHWE/OTCYTCTBUE CAE300TAEAEHUSA U CUAbHbIN
3anop nocae poxaeHus. Mo mepe nporpeccupoBaHus 3aboreBaHMA NpumepHo y 50%
HOCUTEAEN TEHOB pa3BMBalOTCA GEOXPOMOUMTOMbI, MapalLMTOBUAHbBIE XEAe3bl He

nopaxatotcs.

i
,7 PucyHok 10: HeBpombi
| causmcTor 060n04KM
| (A06POKaYECTBEHHbIE Y3EAKU
Ha cAu3ucTor 060A0UKe) Ha
s3bIKe U rybax y naumeHTa ¢
M3H2B

YTo TaKoe MeAYANAPHbIW paK LLUTOBUAHOM XKeAae3bl?

‘LLLVITOBVIAHaﬂ Xenesa COAEPXMT ABa pPa3AMUHbIX TUMA KAETOK, MPOAYLIMPYHOLLMX
FTOPMOHbI:  QOAAMKYASIDHBIE  KAETKM  LUIMTOBMAHOM  Xene3dbl U C-KAETKU. KAeTKu
TUPEOUAHBIX GOAMKYAOB BblpabaTtbiBalOT FOPMOH LLUMTOBUMAHOM XEAe3bl — TFOPMOH,
KOTOPbIN PEryAMPYET 3HEPTrETUUYECKUI 0OMEH, BAMSIET HA POCT U GYHKUMIO Mo3ra. C-
KAETKU MPOU3BOASAT KAAbLUMTOHWH, TOPMOH, KOTOPbIA WIrpaeT poAb B MeTaboAuame
KanbUMs. MeAyAAApHBIN paK LWMTOBUMAHOM Xenedbl (MPLLDK), Takke M3BeCTHbIM Kak C-
KAETOUYHaA KapumMHOMa, 4acTo pa3BMBAETCA B BEPXHUX 4aCTAX AOAEW LLMTOBMAHOM
Xene3sbl, MOCKOAbKY UMEHHO 3A€Cb KOAMUECTBO C-KAETOK Hauboabllee. MeAyAAPHbBIN
paK LMTOBUAHOM XEeAe3bl MOXET BCTPeYaTbCsi B CMOPaAUUYECKON, HEHACAEACTBEHHOM
dopme (okono 70-75% cayyaeB), TO €CTb TOAbKO Y OAHOIO YEAOBEKA B CEMbE €CTb 3Ta

MHOXeCTBEHHaA SHAOKPUHHAA HeonAasua 2 Tuna | 39



ONyXOAb. BOABLUIMHCTBO MAUMEHTOB CO CMOPAAMYECKMM BapuUaHTOM Ha MOMEHT
NOCTAHOBKM AMarHo3a HECKOAbKO cTaplue, B cpeaHeM oT 50 po 60 aAer. OpHako
MEAYAAAPHBIM PaK LUMTOBUMAHOM XeAe3bl MOXET BCTpeyaTbCd M B HACAEACTBEHHOM,
HacAeACTBEHHOW dopme npumepHo B 25-30% cAydaeB, a 3TO O3HAYaET, UTo Apyrue
YAEHbl CEMbM TaKXeE MMEIOT 3Ty ONMYXOAb UAM HAXOASTCA B rpynre puUcka ee pasputus. Y
AOAEHW,  YHACAEAOBaBLUMX  MEAYAAIDHBIM  pak, MepBOHAYaAbHO  pPa3BUMBAETCS
npoandepaumnsa C-kaetok, runepnaasuns C-knetok (FLUK), koTopas B AaAbHENLLIEM MOXET
nepepactu B MEAYAAAPHbBIN PaK LLMTOBUAHOM XEAE3bl.

Kak BbisaBAsieTcA HacanepayemocTb MIQH2?
Y10 TaKo€e MOAEKYAIPHO-FeHETUUECKUH TeCT?

ok
MEN2A BbI3BaHa M3MEHEHWEM FEHETUYECKOW MHOOPMALMK (MyTaLUMER) HA XPOMOCOME
10. JTOT OHKOreH (reH, CnocoOCTBYIOLUMIA Pa3BUTUIO OMYXOAW) aKTUBUpPYEeTCA
pa3AMYHBIMK MPEUMYLLECTBEHHO TOYEYHBIMU MyTaUMsIMU B OBAACTM NMPOTOOHKOreHa
RET v BbI3bIBaET, HANPUMEP, NAaTOAOTMYECKU YCUAEHHBIN POCT NOPAXEHHbIX KAETOK U B
AAAbHEWLLEM TEYEHWE pas3BUTUE MEAYAAAPHOTO paka LUMTOBMAHOM >XeAe3bl WAM
OMYXOAW MO3rOBOrO BELLECTBA HaAMOYEYHUKOB. MyTaumio NpotooHkoreHa RET MOXHO
06HapYXUTb MNPAKTUUYECKM BO BCEX CEMbSIX, B KOTOPbIX 4alle BCTpeyaeTcs
MEAYAAAPHBIN PaK LLUMTOBUAHOW Xene3bl. TOAbKO YEeAOBEK B CEMbE, HOCUTEAb 3TOM
MyTaLUuW, MOXET NepeAaTb ee CBOEMY NOTOMCTBY.
Kaxabivi pebeHok popntenn ¢ MOH2 nmeet 50%-Hbli PUCK YHACAeA0BaTb UBMEHEHHbI
reH, BbI3blBAIOWMN pakK (ayTOCOMHO-AOMMHAHTHbLIM BapWaHT, CM. PUCYHOK 11).
My>KUMHBI ¥ XEHLLUMHbI CTPAAAIOT B PaBHOWM CTENEHMU.

O . 3goposasi

MaTb

6onbHoOWM oTeLl-
HocuTenb MyTal,

|

- e - e - e - e

—— —— —— — —

é !, ! ! ! ! ! ! PucyHok 11:

e - - _— -

— =] — B —| —8— —=R=] AYyTOCOMHO-

= == = == - == = =

] =] = =] AOMUHAHTHOE
6onbHoN pebeHoK- 340POBbLIN 300pOBbIN 6onbHoN pebeHok-| HacareaoBaHUe
HocUTenb MyTaumm pebeHok pebeHOK HocuTenb MyTaLuu
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AtoAM, yHacAepOBaBLUME TeH, BbI3blBAOLWIMIA 3aboneBaHUE, TMOABEPratoTCs PUCKY
pa3BUTUS OAHOM MAM HECKOABKMX OMYXOAEH, CBA3aHHbIX C 3aboAeBaHWEM, B TEUEHUE
CBOEW >XXM3HW. ITOT PWUCK BapbUpPyeTCA B 3aBWCMMOCTM OT MOAOXEHMA MyTaLMK
(3aTpOHYTOro KOAOHa B reHe). Hambonee pacnpocTpaHEHHOE MOAOXEHWe MyTauui B
reHe RET Haxoautcs B KopoHe 634. 3pech cTpouTenbHbl 6hok AHK 3amensietca
NOCPEACTBOM  TOYEYHOW  MyTaumMm, TeM CcaMbiM  U3MEHAS  COOTBETCTBEHHO
NpPoAYyLUMPYEMYID BEAKOBYID MOAEKYAY - PELEnTop TUPO3WHKMHA3bl. OAHA TOAbKO 3Ta
MyTaLmMa NOCTOAHHO aKTUBUPYET TUPO3UHKMHA3Y, UTO MPUBOAUT K MOCTOSTHHOMY CTUMYAY
pocTa KAETOK U, B KOHEYHOM UTOrE, K 3A\OKaYECTBEHHOM OMYXOAW LLLUTOBUAHOM XEAE3bI.

Kak nono)xeHue mMmyTauuu CBA3aHO C
KAMHUYECKON KapTUHOMU?

ok
3a nocnepHWEe ABa AECATMAETMSS BO BCeM MUpe Obina cobpaHa WHGopmauus o
B3aMMOCBSI3M MEXAY MOAOXEHWEM MyTaLMKU U KAMHUYECKOW KapTUHOW (KoppeAsuus
reHoTMn/¢$eHoTnn). B 4acTHOCTM, OCHOBHOE BHWMAaHWE YAEAAAOCb TOMY, Kak paHo
pa3BMBaAETCA MEAYAASIPHBIN PaK LUMTOBUAHOM XEeAe3bl Y HOCUTEAEN reHa, Kak ObiCTpo
OH pacTeT, a TakXe Kak 4acTo U B KaKOM BO3pacTe BO3HWKAeT GpeoxpoMoLmToMa npu
KaXAOW KOHKPETHOM MyTaumu. B pesyabtate 6biAM A@HbI PEKOMEHAALMMU OTHOCUTEABHO
TOrO, KOrA@ CAEAYET NMPOBOAWUTL TEHETUUECKUIN TECT, B KAKOM BO3pacTe PEKOMEHAyEeTCS
YAQAEHME LUMTOBMAHOWM XeAe3bl M B KakOM BO3pacTe CAeAyeT WcKaTb Apyrue
3aboneBaHuA (Tabanua 2). 3Has CBOW PUCK, HOCUTEAU TEHOB UMEIOT LLIAHC Ha PaHHIo
AMArHOCTUKY W M3AeueHue! TeHeTUUYecKWid TecT MPOBOAWUTCS B 06pasle KpoBWU W3
AEMKOLMTOB (LeAbHaA KPOBb).

YpoBeHb pucka | PekomeHgyeMbiit PekomeHayembi Bo3pacT | PekomeHayembiin Bo3pacT

BoapacT RET- ANA NepBoro AnsA npodunakTu4yeckomn
p onpeageneHus TUPEOUA3KTOMUU
aHanuza KanbLMTOHUHA
cambin
e — KaK MOXHO paHbLLE, Kak MOXHO paHblue,  Kak MOXHO )
B NEpBbI 107 KU3HM B NEPBbIN rof, paHblue, B MEPBbIv
16, kogoH 918) XU3HU rog XunsHu
I:I;ICOKVIVI (%K;:H <3-5 net <3-5 ner, <3-5 niet (unm
, KOpOH 634) C HTepBanom B non  KaNbUNTOHMH
roga >20-30 nr/mn)
YMEPEHHBIA <3-5 net ©XerogHo ¢ 6 net KanbunToHNH
(ek30H 10,13-15) >20-30 nr/mn

Tabamua 2. Knaccngukalms PUCKOB pasAnyHbIX MyTaLmii B MPOTOOHKoreHe RET u
peKoMeHAaLMM M0 AaAbHEHLLINM AEACTBUSAM
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B npuHuMne, yunTbiBas 4acTOTy HACAEACTBEHHbIX cAydyaeB B 25-30%, MyTaUMOHHbIN
aHaAu3 MpPOTOOHKoreHa RET AOAXEH MPOBOAMTLCS Y BCEX OOAbHbIX MEAYAAPHbLIM
pakoM LLMTOBUAHOW XeAe3bl OAHOKPATHO NPK NOCTAaHOBKE AMarHosa.

KakoBo 3sHaueHue OHKOMapKepa KaI\bI.IMTOHMHa?
ok

MeAyAMAPHBIA paK LUMTOBUAHON XeAe3bl ABASETCA 0CODOOW OMyXOAbHO, MOCKOABKY OH
BblpabaTbiBaeT U CEKPETUPYET KAAbLMUTOHWH, KOTOPLIA MOXHO OOHapYXWTb B KPOBM.
EcAM KoaMuecTBO C-KAETOK B LUMTOBWMAHOM XeAe3e YBeAMYeHo, Hanpumep, npu C-
KAETOYHOWM rMNepnAasmmn nan C-KAETOUHON KapLMHOME, KOHLEHTPaLMA KaAbLUMTOHUHA B
KPOBM Takxe yBeAnuuBaeTca. CyllecTByeT uUeTkas CBS3b MeXAYy YPOBHEM
KaAbUMTOHMHA B KPOBM W KOAMYECTBOM C-kAeTOK. B npuHuMne, 3T0 MOXHO
MCMOABb30BaTb ANl MOUCKA MEAYAASIPHOTO paka LUMTOBMAHOW XeAe3bl y MauueHToB C
y3AaMW LIMTOBUAHOM XEAE3bl MAU AASI BbISSBAEHUSI paHHEW CTaAMM pasBUTUA paka y
HocuTEAEN reHoB. A0 TOrO, Kak CTaA AOCTYNEH reHEeTUMUYECKUI TECT, BCE YAEHbI CEMbM
naumeHta ¢ M3H-2 peryasipHO NPOXOAMAM TECTMPOBAHME HA KaAbLUMTOHMH, OBbIMHO
NoCAE CTUMYAALMKM TMEHTAraCTpMHOM, C WHTEPBAAOM B TMOATOAd, 4TOObl MMETb
BO3MOXHOCTb OLEHWUTb POCT C-KAETOK Ha paHHel ctapuu. Mpu HAAUYUKM FTEHETUUECKOTO
Tecta nocaepylollee 06CAeAOBaHME Ha  KaAbLUMTOHWUH MOXET OblTb OrpaHuyYeHo
HOCUTEAIMU TEHOB. YAeHaM CeMbM, ¥ KOTOPbIX HET MyTaumu RET, 60Ablue He HyXHO
NPOXOAMTb TECTUPOBAHMUE.

MoHauany 6bira HoAblIaa 3MGOPUS MO MOBOAY BO3MOXHOCTM MCMOAL30BATb TOABKO
rEHETUUECKUM  TECT AN OMNPEAEAeHMs  TepaneBTUYECKWX  PeKoMeHAaLMi
«ONTUMaAbHOrO» BO3pacTa AAA  YAAAEHUSt LUMTOBWMAHOW KeAesbl; MokasaAl, uTo
CyLLECTBYET LIMPOKWUI AManasoH PasBUTUA MEAYAMAPHOTO paka, OCOOEeHHO Mpu He
CTOAb arpeccuBHbIX MyTaUusaX. JTO OTKPbITME MPUBEAO K TOMY, UTO 3HaueHue
KaAbLUMTOHMHA CHOBa CTano 6oAaee BaXHbIM MPU PEKOMEHAALMW «ONTMMAaAbHOTO»
BPEMEHU AASI YAGAEHMSA LUMTOBMAHOM XeAesbl (A0 PasBUTUA WMAM Ha CaMblX PaHHKX
CTaAMAX MEAYAAPHOTO Paka LWTOBUAHOW XeEAE3bl).

MocAaeayloLUM YX0A U KOHTPOAbHbIE OCMOTPbI

OnpeAe/\eHMe 3Ha4YeHNA KaAbUMUTOHWMHa TakKXe WUCMOAb3YETCA AAA  NPOBEPKU
3aXUBAEHUA NMOCAEe onepauunun. Ecan YPOBEHb KaAbLUTOHWHaA 6oAblLIE He ABAAETCSH
U3MEepUMO HU3KUM, MOXHO CYUTaTb, 4TO MeAyA/\Flprll?l PaK U3AEYEeH. Cronkoe wAn
noBTOpPAKOLLEECA NOBbLILLEHNE KAaAbLUTOHMHa NOCAE onepaunmn yka3biBaeT Ha
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NePCUCTEHLMIO/ PELMANB OMYXOAU. B nocaepHWe roabl BbIAO MOKa3aHO, UYTO BPEMS
YABOEHWA OMYXOAEBOrO Mapkepa CBsi3aHO C MPOrpeccupoBaHUeM 3abOoAeBaHWs.
OHKOMapKep (MHAMKATOpP OMYXOAM) KAAbLUMTOHMH OYEHb UYBCTBUTEAEH, YPOBEHb
KaAbLMTOHMHA AocTWraeT 150 nr/mMA, Npyu BU3YaAU3UPYIOLLIMX UCCAEAOBAHUSAX YacTo He
06HapyXMBaETCA OMyXOAEBOM TKaHW (OMyXOAb pasMepom ¢ OyAaBKy); Y MHOTMX
NaLMeHTOB C MEAYAAPHbIM PaKoOM  LUMTOBMAHOM Xenesbl HabAlopaeTcsi O4YeHb
MEAAEHHbIA POCT OMYXOAM C YABOEHWEM OMyXOAEBbIX MapKEpPOB B ABa roAa WAU
AOAbLLIE.

MHOrA@ W3AEUEHUSI MOXHO AOCTMUb NyTEM TMOBTOPHOrO OOLUMPHOMO  YAAAEHUS
AMMOaATUUYECKUX Y3A0B Ha LWee. OAHAKO YPOBHM KaAbLUMTOHWMHA 4acTo oOcCTatoTcs
NOBbIWEHHLIMW 1 MPOAOAXAIOT PACTH C TEUEHUEM BPEMEHM, UTO ABASIETCA NMPU3HAKOM
COXPaHEHWUS OMYXOAEBOM TKaHW. HUKAKOro M3AeUYEHWUS HEBO3MOXHO AOBUTBLCS MyTeMm
AAAbHEWLIMX onepauuin. AOMOAHWTEAbHAs Tepanus 3aBUCUT OT XaAob nauumeHTa.
MocKoAbKy OOABLIMHCTBO MALUMEHTOB He CTpapaloT OT  Pa3BUTUS  METacTasos,
PEKOMEHAYETCS BblXXMAATEAbHAA MO3WUUMA C PETYASPHBIMU OCMOTPamMu. Ecan peumams
OMyXOAW (NOBTOPHOE NOSIBAEHWE OMyXOAM) pa3BMBaETCs BOAM3U TPaxeu MAM NULLEBOAA
C PUCKOM MWHBA3WW, MOXHO MOMbITaTbCA YAAAUTb 3TOT MeTacta3. HeT Hukakux
npeTeH3u K u3nedeHuto. B cayyae ObicTporo pocta Metacta3oB W 6bICTpPOro
NOBbILEHWA YPOBHS KaAbLUMTOHWHA (YABOEHWE B TeueHue 6 MecsiLeB) BapuaHTOM
MOXET OblTb CUCTEMHAA Tepanusi.

Knaaccuueckasa xMmuoTepanus He mnpuHecAa OoAbLLOro ycnexa. B nocaepHee Bpems
WUHTMOUTOPbI TUPO3UHKMHA3bI CTAAM MPUMEHATb MNpU  ObICTPO pacTyllen CTapuu
MEAYAMSAPHOrO paka LLMTOBUMAHOM XeAedbl. ABa npenaparta M3 3TOW rpynnbl BELECTB
(Kanpenbca® 1 KomeTpuk®) B Hactosllee Bpemsa 0A0OpeHbl AAS AeUeHus
MEAYAMAPHOTO paka LWMUTOBMAHOM XeAe3bl C ObICTPO pacTyluMK MeTacTasamu,
BbI3blBaOLWMMWN CUMNTOMbI (BpoLuropa AatupoBaHa 2017 roAOM — npUM. NEPEBOAYMUKA).

Ba)KHO NPUHUMATb TUPOKCUH PETYAAPHO U B NPaBUAbLHOM
Ao3upoBke!

ik
MauneHTbl, Y KOTOPbIX ObiA@ MOAHOCTbIO YAGAEHA LUMTOBUMAHAS XeAe3a, AOAXHbI BCHO
OCTaBILYIOCA XM3Hb BOCCTAHABAMBATb (YHKLMIO LUMTOBMAHOW XeAesbl, NpUHMMas
TabAETKM FOPMOHOB LUMTOBUAHOM XEAe3bl KaXAbli A€Hb. ITO AETKO BO3MOXHO, €CAU
PEryAipHO NpuvHUMAaTh TabAeTKW. L-TupokcuH (T4), BbipabaTbiBaeMblii LMTOBUAHOWM
Xenes3om, ABAAETCA FOPMOHOM-NPEALIECTBEHHUKOM; OpPraHn3M MOXET WCMOAb30BaTb
€ro ANl NPOU3BOACTBA CaMOro akTMBHOIO ropMoHa T3 B KaXAoOW KAETKe. baaropaps
AAMTEABHOMY NEPUOAY NMOAYBbIBEAEHUST L-TUPOKCMHA, COCTABAAIOLLIEMY MOUYTU HEAEAHD,
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AETKO AOBUTbCS CTAOMABHOIO COCTOSIHUSA. PeryasipHblit  eXeAHeBHbIM npuem  L-
TUPOKCHHA 0COBEHHO BaXEH AAA PA3BMBAIOLLMXCH AETEN, MOCKOAbKY POCT, GU3UUECKOE
M YMCTBEHHOE Pa3BUTHE 3aBWUCAT OT aAEKBATHOIO MOCTYNAEHWUA FTOPMOHA LUMTOBUAHOM
xenesbl. L-TMPOKCUH HeobXOAMMO MpUHMMATb YTPOM HaTollak, B Maeane 3a 20-30
MWHYT AO 3aBTpaka (He nNpWHMMaMTe OAHOBPEMEHHO ApYyrMe AekapcTsa).
PekomeHAyeMan AO3MPOBKa 3aBUCWT OT Beca, U B AETCTBE ypoBeHb TTI HEOH6X0AMMO
NPOBEPSATb HE pexe OAHOro pasa B 6 MecsueB. Leab - npusectn TTT B HOPpMaAbHbIN
ANanasoH.

HaanoueuHUKH
ok

HaanoyeuHnkn — 3T0 MaAeHbKUe XeAe3bl TPEeYyroAbHOM GOpPMbl, PAcMOAOXKEHHbIE B
BEPXHEN 4YacTM MoYeK. Kaxabli HaAMOYEUYHUK COCTOMUT M3 ABYX 4acTen: Kopbl —
HapPYXXHOM 4acTM M MO3rOBOrO0 BELLECTBA — BHYTPEHHEW 4yactu (cm. puc. 12). Kopa
HaAMOYEYHUKOB BblpabaTbiBaeT TFOPMOHbI KOPTM3OA W aAbAOCTEPOH. KopTu3oa
3aluMLLaeT opraHU3m OT CTpecca, pPeryaupyet notpebaeHue caxapa U HeOOXOAUM AAS
NoAAEPXaHMA HOPMAAbHOrO KPOBAHOIO A@BAEHMA. AAbAOCTEPOH SIBASIETCA OAHWM U3
OCHOBHbIX PEryASTOPOB HaTPUSA, KaAua U BOAHOTO 6anaHca. KOPTM30A M aAbAOCTEPOH
HEOBXOAMMbBI AN XM3HU. EcAM ypaneHbl 06a HapmouyeuHWKa, KOPTU3O0A M aAbAOCTEPOH
HEOOXOAMMO 3aMeHUTb TabAeTKamu. ECAM ypaAUTb TOAbKO OAMH HAAMOUYEUHMK,
OCTaBLUMIACA BTOPOM HAAMOYEUHMK MOXET Aerko BblpabaTbiBaTb AOCTaTOYHOE
KOAMYECTBO KOPTU30AA U aAbAOCTEPOHA.

Hagno4ye4YyHUKn

[Moykn

PucyHok 12: PacroAoxeHue HaAno4YeyHMKOB
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Mo3roBoe BELUECTBO HAAMOUYEUHUKOB BbipabaTbiBAeT TOPMOHbI aAPEHaAMH U
HOPaApPEHaAUH. 3T ABA FOPMOHA BaXHbl AAS PAAA OYHKLMIA OpraHWama, HO OHM
0COOEHHO HEOBXOAMMbI B CTPECCOBbIX CUTyaLMAX, KOTAA OHW MOBbILLAIOT KPOBAHOE
A8BAEHUWE, YCUAMBAIOT HACOCHYIO QYHKLMIO CepALa U YBEAUUMBAKOT AOCTYNHOCTb caxapa
B KPOBW Kak UCTOUYHMKA SHEPruU. ECAM MO3roBoe BELIECTBO HAAMOUYEUYHUKOB YAAAUTD,
3Ty OYHKLMIO MOTYT B3ATb Ha cebsa Apyrne XenesucTble TKaHU opraHuama.

OnyxoAu HaaANoOUeUYHUKOB (peoxpomouuToma)
ok

[eH, OTBETCTBEHHbIM 3a pa3BUTUE CEMENHOTO MEAYAAAPHOTO paka LWWUTOBWAHOM
Xenesbl, TaKKe MOXET BbI3blBaTb YBEAMYEHWE WMAM OMYXOAM MO3TOBOrO BeLLECTBa
HaAMOYEYHMKOB. NopaxeHne MO3roBoro BeLECTBA HAANOYEYHNKOB MMEET HEKOTOPbIE
0CO6EeHHOCTU: 3A0KaYeCTBEHHbIE OMYXOAM MO3TOBOrO BELLeCTBa HaAMOYEYHWKOB Mpw
MHOXECTBEHHbIX SHAOKPUHHBIX HEOMAA3UAX BCTPEUALOTCA KpalHe peako (MeHee 1%).
OnyxoAun, KOTOpble MOryT pa3BuMBaTbCA B MO3FOBOM BELLECTBE HAAMOYEYHWUKOB,
00blYHO  poBpokauvecTBeHHble.  Yawe Bcero  3aboneBaHWE  HAAMOYEYHWKOB
AVArHOCTUPYIOT nocAe 3aboAeBaHWUM  LUMTOBMAHOM Xene3dbl. OB6blYHO M3HAYaAbHO
nopaxaetc TOAbKO OAMH MO3rOBOM CAOM  HaAnouyeuyHuwka. WMameHenua B
HaAMOYEYHMKAX MPOTEKAlOT aHaNOTMUYHO YXEe OMWCaHHbIM B LUMTOBMAHOM XeArese:
HOpMaAbHas Mo3roBas 060A0YKa HAAMOYEUYHMKOB Pa3BMBAETCS B OMYXOAb MO3rOBOrO
BELLECTBA HAAMOYEYHUKOB MyTEM FMNEPNAA3MM MO3FOBOrO BELLECTBA HAAMNOUYEUYHUKOB
(reHepanM30BaHHOE YBEAMUYEHME YUCAA KAETOK, a Takke pasmMepoB MO3roBOro
BellecTBa HAAMOYEYHUKOB 6€3  OrpaHWYEeHHOM  OMyXOAM (3TO  Ha3blBaeTcs
«PEOoXpoOMOLIMTOMA» U3-3a KAETOK YEPHOBATOro LBETa).

deoxpoMoLuTOMa — 3TO OMYyXOAb, KOTOpasi 0ObIYHO He ABASIETCA 3A0KaUYeCTBEHHOW. Y
AOAEN, YHACAEAOBABLUMX TEH MEAYAAIPHOrO paka LUMTOBUAHOWM XEeAe3bl, MOryT
pa3BUTLCA WU3MEHEHWUSI MAM OMYXOAM B MO3rOBOM BeLLECTBE 000MX HAAMOYEUHMKOB.
Kak M B caydae C¢ C-KAETOUHOM KapuUMHOMOM, PUCK W BO3PacT pas3BUTUSA
GEOXPOMOLMTOMbI  3aBUCAT OT MOAOXEHMA MyTauumM B reHe RET. [auueHTbl C
MyTaumsMun B kopoHe 918 (M3H2B) n 634 (M3H2A) nmetor npumepHo 50% puck
pPa3BUTUS OMYXOAM MO3rOBOrO BELLECTBA HAAMOYEYHUKOB B TEYEHUE XU3HU. [aumeHTbl
C MyTaumamu B kopoHax 10 ak3oHa 618/620 umeror npumepHo 10-20 npoLEeHTOoB;
puck MauneHTbl ¢ APYTMMU NO3ULMAMU MyTaLMI MMEIOT MEHbLLWIA PUCK.
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Koraa caepyet HauMHaTb peryasipHble 06caepoBaHUA Ha
npeamMeT onyxoAeld MO3roBoro BelecrtBa HaANOUYEYHUKOB U
runepnaparupeosa?

PekomeHpaaumnun pykosoacTBa 2015 r. npeaycmaTpuBarOT CAEAYIOLLEE: PekoMeHAaLMK
Nno NPOGUAAKTUUECKUM 0O6CAEAOBAHUAM MPU GEOXPOMOLUTOME U TMNEPTUPEOD3E:

e [laumeHTbl ¢ MyTaumen kopoHa 918, 634: c 11 net

e MyTauun BO BCEX OCTAAbHbIX KOAOHaX: c 16 net

e pn M3H2B nocaeaytoliiee obcrepoBaHMEe NapaLLMTOBUAHBIX XeAae3 He Tpebyetcsa
e Bceraa UckaTb GE0XPOMOLMTOMY Nepes Kaxaon bepemMeHHOCTbIO U onepauuen

He y Bcex naumMeHToB ¢ GEOXpOMOLUTOMON HAaBAIOAQIOTCH CUMMTOMbI 3TUX OMYyXOAEH,

3a4acTyl0 CUMMTOMbI OTCYTCTBYHOT, OCOBEHHO €CAM AMArHo3 MOCTaBAEH Ha pPaHHeW

CTaAMM B paMKax PEryAsipHbIX MOCAEAYHOLUMX 0O6CAeAOBaHWM; ECAM  CHMMMTOMbI

BO3HMKAOT, OHW MOTYT BbIFASIAETb CAEAYOLWMM 06pasom:

e [lapoKCH3MaAbHOE NOBbILEHWE KPOBAHOIO AABAEHWA Y TOAOBHbIE BOAW UAK

Aae MOCTOSAHHOE BbICOKOE KPOBSAIHOE AaBAEHWE

* YyalleHHoe cepauebreHune, nyabcaums cepaLa

e 06UMAbHOE NOTOOTAEAEHUE 6E3 NPEALIECTBYIOLLEN HArPY3KM

e [losiBAEHWE AMCKOMbOpPTa NOCAE UCMIOAL30BaHWUS BPIOLLIHOIO npecca (Hanpumep,
NpW NMOXOAE B TyaAeT)

Bce 3T CcMMNTOMbI BO3HWMKAKOT M3-3@ BbLICOKOrO YPOBHA B KPOBM T[OPMOHOB
apApeHaArHa WAM HOpaAPEHaAMHa, KOTOPble BbIAEASIOTCS HeperyAnpyemMbiM obpasom
M3 OMyXOAM HapnouveuyHuka. OBHapPYXWTb Takyld OMyXOAb BMOAHE BO3MOXHO MNyTeM
M3MEPEHNST aApPEHaAMHA, HOpappeHaAuHa, MeTaHedpUHOB M HOpMeETaHepPUHOB B
KpoBM M Moue. ANl U3BMEPEHUA 3TUX BELLECTB HEOOXOAMMbI aHaAM3bl KPOBWU W
CYTOUHbI CcOOP MOUM (B €MKOCTb C KWUCAOTOM). ECAM aHaAM3bl KPOBU WMAU MOUM
MOAOXUTEABbHbI, TO €CTb MNOKa3aTeAu TMOBbILEHbI WUAU NOAO3PUTEAbHbI, Bpay
NOPEKOMEHAYET BaM  MPOWTU  KOMMBIOTEPHYLD TOMOrpaduid  WAM  MarHWTHO-
PE30HAHCHY0 TOMOrpaduio 06AaCTU HAAMOUYEUHWKOB W/UAKM, MPU HEOOXOAMMOCTH,
cneunanbHyto cUMHTUrpaduio ( MBI -cuMHTUrpadusa) HaanoYeUHUKOB. Heob6X0AMMOCTb
NpoBeAEHUSI TOAbKO OAHOTO MAKM BCEX 0OCAEAOBAHMWI 3aBUCUT OT PE3YALTATOB B KaXXAOM
OTAEAbHOM CAyyae. ITW MCCAEAOBAHUS MOXHO MCMOAb30BaTb AN ONPEAEAeHUs
MECTOMOAOXEHNUS M pa3mepa OMNyxOAM W, MPEXAe BCEro, AASl BbISCHEHWS TOro,
NPUCYTCTBYIOT AU OMYXOAM TOABKO C OAHOM MAM C 0Beux CTOPOH. ITO BaXHO AAA
NAGHUPOBAHMS XMPYPrMUYECKOro BMeLLaTeALCTBA.
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NeueHue GEoXPOMOLIMTOMbI 3AKAOUAETCA B XMPYPrMUECKOM YAAAEHWM  OMyXOAW
NPEANOUYTUTEABHO C COXPaHEHWMEM KOPbl HAAMOYEUYHMKOB. PelueHne 06 ypaneHWK
OAHOTO MAWM 0O0MX HAAMOUEUHUKOB 3aBWUCUT OT MOAYUYEHHbIX pPe3yAbTaToB. ECAM OHa He
NPeBbILAET  OMNPEAEAEHHbIX  pasMepoB,  GEOXPOMOLMTOMY  MOXHO  YAAAUTb
MUKPOXMPYPrMUECKUM MyTeM, T. €. C MOMOLLbIO TaK Ha3biBaeMOW NETAMUYHOW XUPYPTUK.
Ceiuac Takxe NosiBUAACb BO3MOXHOCTb ONEPUPOBATL KOPY HAAMOYEUHMKOB.

Y naumMeHToB, Y KOTOpbIX ObiAM yaaAeHbl 06a HaAMoOUYeUYHWKA, HEAOCTAOLME FOPMOHbI
KOPTM30A U aAbAOCTEPOH HEOBXOAMMO BOCMOAHSATb NMPUEMOM TabAETOK. KopTuson
3aMEHAT KOPTUM3OHOM (Hanpumep, [MAPOKOPTM3OH XexcT®) B 2-3  po3ax,
pacnpeAeneHHbIX B TeUEHUE AHSI, aAbAOCTEPOH 3aMEHSOT BBEAEHUEM 00bIYHO OT ¥2 A0
1 TabreTKM OAYAPOKOPTM30HA B AeHb (Hampumep, AcToHMH H®). Ao3a nopbupaetcs
WHAUBWMAYAAbHO, B 4YacTHOCTW, B 3aBMCMMOCTM OT apTepuanbHOro AaBAeHMA. OueHb
BaXHO, UTOObl MaUMeHTbl 6€3 HAAMOUYEUYHUKOB PETYASIPHO U E€XEAHEBHO MPUHUMAAK
KOPTM30H. ECAM naumeHT He MOXET NPUHUMAaTb AEKapCTBa M3-3a TOLLHOTbI, PBOThbI MAU
no APYrMM MpUUMHaM, MOXeT noTpeboBaTbCA BHYTPMBEHHOE BBEAEHUE KOPTU3OHA B
NnoBbILLEHHOM Ao03e. [MauMeHTbl M UAeHbl cemMel nauueHToB 6e3 HaANoUYeYHUKOB
AOMAXHbI HAYUUTbCSI AEAATb UHBEKUMW KOPTM30OHA B TOM CAyyae, ecAM npuem TabAeTok
HeBO3MOXeH. OueHb BaXHO, 4TOObl MaUMEHTbl, Yy KOTOPbIX OblAM YAaAeHbl oba
HaAMOYEYHUKA, 3HaAW, 4YTO MM HeobXOAMMO YBEAMUYMBaATb AO3Y KOPTM30HA B
CTpeccoBblX cuTyaumsix. [lpumepbl CTPECCOBbLIX CUTyaLUMM BKAKOYAKOT AUXOPAAKY,
NpOoCTyAy, Fp1nM, onepauun WAM aHectesuto. MNaureHTam Takxe BaXHO UMeTb Npu cebe
YAOCTOBEPEHUE AMUYHOCTM HEOTAOXHOW MOMOLUM MAM HOCUTb BpacAeT, KOTOPbIA ACHO
NnokasblBaeT, UTO y MalUMEHTa HET HAAMOYEUYHMKOB M UTO B IKCTPEHHBIX CUTyaLMsIX
emy/eint Tpebyetcs 3aMecTUTeAbHasi Tepanus KOPTUM3OHOM. [lauMeHTbl, KOTopble
COOAIOAAIOT 3TW MPOCTblE MEPbl MPEAOCTOPOXHOCTH, MEPEUUCAEHHbBIE 3AECh, MOTYT XMWTb
COBEPLUEHHO HOPMAABHOWM XM3HbIO HE3 NOTEPU KAueCcTBa XUIHMU.

napau.lMTOBMAHble )Xene3bl
ok

Y yenoBeka 0ObIMHO €CTb UETbipe MNapalLMTOBUAHBLIE XeAe3bl, Kaxaasa pasMepom C
ropowunHy. MapawmuToBUAHBIE XeAe3bl OObIYHO PACMOAOXEHbl Yy 3aAHEro Kpas
LLIMTOBMAHOM XeAesbl U BblpabaTbiBaloT NapaTMpPeoUAHbIM ropMOH. MapaTupeonaHbli
FTOPMOH BaXeH AAA MNOAAEPXAHWA HOPMAaAbHOTO YPOBHA KaAbUMSA B KpoBU. Ecan
YPOBEHb KaAbLMA B KPOBW MapaeT, B KPOBb BbICBOOOXAAETCA NapaTUPEOUAHbIN
rOPMOH, KOTOPbIN BbI3bIBAET BbIOPOC KaAbLMSA B KPOBb M3 KOCTEN. Kak TOABKO yPOBEHb
KaAbLMS B KPOBM BO3BPALLAETCs K HOPME, MapaTMpeoUAHbIM rOPMOH 6oAblie He
BbICBOOOXAQETCS A0 TeX Mop, NOKa YpPOBEHb KaAbLUMSi B KPOBWM CHOBa He YMaper.
MapalmnToB1AHBIE XeAe3bl BaXHbl B ceMbsix ¢ MOH2A no AByM npuynHam:
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1. Yxe YNnOMMHaAOCb, YTO y OOAbHbIX MEAYAASIPHBIM PAKOM LUMTOBWMAHOW XXeAe3bl
napaLLUTOBUAHBIE XEAe3bl MOTyT ObITb MOBPEXAEHbI XMPYPrMUECKUM NYTEM, U TOTAQ
BblpabaTbiBAa€TCA CAMLLKOM MaAO NapaTUPEOMAHOrO FOPMOHa. 3JTO BbI3biBAET
HU3KWI YPOBEHb KanbLMA B KPOBM (rMNonapaTMpeos).

2. Y HebOAbLLOrO uncAa naumeHToB ¢ MAH2A napalllTOBUAHBIE XeAe3bl MOTYT CTaTb
CBEPXAKTMBHbIMW W BbipabaTbiBaTb CAMLLKOM MHOM0 napaTMpeouAHOro ropmMoHa
(runepnapatupeos). lNoBbleHWe napaTtropMoHa NPUBOAUT K MOBbILLEHUIO YPOBHSA
KaAbUMS B KPOBM 3@ CYET YCWMAEHHOTO BbICBOOOXAEHWUSI KaAbLUMSi M3 KOCTEM.
MocTosiHHaA noTeps KOCTHOM Macchbl M3-3a M30biTKa NapaTMPEOMAHOro ropMoHa
MOXET Bbl3BaTb HEKOTOPbIE MPOBAEMbI:

- MOoBbILWEHHBIM YPOBEHb KaAbLMSI B KPOBU MOXET MPUBECTU K YBEAUUYEHUIO
BbIBEAEHWSA KanbLMA Yepes NoUYKU M 06pa30oBaHUI0 KAMHEN B NMOYKaXx.
3TW KaMHMU, Kak U BCE KaMHW B NOYKaX, MOTYT Bbl3blBaTb KOAUKU, UHOEKLMIO UAK
HapyleHue GyHKLUU MOYEK.

- [ocTosiHHaa noTeps KOCTHOM Macchl, Bbl3BaHHAs MNapaTrOPMOHOM, C FOAAMM
NPUBOAMUT K «CAabOCTM KOCTEW» (OCTEONOPO3Y) M YBEAMUMBAET PUCK NEPEAOMOB TEA
No3BOHKOB, Beapa UAKM NpeAnAedbst B 6onee NO3AHEM BO3pacTe.

NeueHne runepnapatMpeoda npu MOH 2 Tuna 3akAoYaeTca B XMPYPrMYeCKoM
YAAQAEHUW MNapalUMTOBUAHOM XeAesbl, KoTopaa BblpabaTbiBAaeT CAULLIKOM MHOMo
napaTMpeorMaAHOro ropMoHa. Y 60AbLIMHCTBA NaumMeHtoB ¢ MOH2A yBeanueHo 6onee
OAHOM MapallMTOBMAHOWM XeAe3bl. PelueHMe o0 TOM, Kakoh OO6beM TKaHM
napaLwmuTOBUAHON XeAe3bl CAEAYET YAAAWTb, 3aBUCUT OT pPe3yAbTaToB 0OCAEAOBaHWM
nepea onepauvein U Takke AOAKHO ObiTb MPUHATO XMPYPromM BO Bpemsa onepauuu.
TAXeCTb rMNEepPakTMBHOCTM MapalUMTOBUAHOW XEeAe3bl BCTPeYaeTcsl ropas3po pexe u
marde npu 3aboneBaHun M3AH 2A, B 0TAMUME OT €ro «CECTPUHCKOM 6ore3Hn» MIH 1.

MhraHupyeTca 6epeMeHHOCTb, UTO CAEAYET YUUTbIBATL?

ok
Hocutenb reHa AOAXEH 3HaTb, UTO BO Bpems BepeMeHHOCTH NoTpebHOCTb B roOpMOHaXx
LLLMTOBUAHOM Xene3bl Bo3pacTaeT U A03y L-TMpOKCUHa 06blYHO HEOBXOAMMO YBEAUUUTH
Ha 30-50%. 'mMnotMpeo3 BO BpemMsi 6€PEMEHHOCTU CBSA3aH C YBEAMUYEHUEM 4acToThbl
OCAOXHEHUIN BEpEeMEHHOCTU M HapyLUeHW pa3BuTha pebeHka. PeryasipHo npuHMMas
L-TUpOKCHH B MNpaBWAbHOW AO3€ (LeAb: ypoBeHb TTT B npepeAax HOPMbI), MOXHO
nsbexarb rmnoTMpeosa.
Mepep Aobo# 3anAaHUpPOBaHHOM BEPEMEHHOCTLIO Y ByAyLLEN MaTePU CAEAYET UCKAKOUNTD
$eoxpomounTomy.
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HocuTtean reHa (oTel, MAM MaTb) MMEIOT CTaTUCTMUeckuin puck 50% nepepaTb reH,
Bbi3blBalOWM 3aboreBaHWe. HanMume reHeTMueckoro Tecta AenaeT BO3MOXHOW
PaHHIO AMArHOCTMKY M COOTBETCTBYHOLLEE AeyeHue. byayliMm poauTensiM caepyet
06paTUTLCA 3@ COBETOM K OMbITHbIM 3HAOKPUHOAOTAM U FEHETUKAM.

Byaywee t

ok
3a MocAepHUe ABa AECATUAETMSA AOCTUTHYTblI 3HA4YUTEAbHbIE yCNEXN B AUATHOCTUKE U
AEYEHUN CEMENHOro MEAYANAPHOIO paka LLLVITOBVIAHOVI Xenesbl. 1o NPUBENO K TOMY,
yTo OYeHb HoAbLuaA YacTb HOAbHbLIX YAEHOB CeéMbH, KOTOpble O6CAeAy}OTCF| Ha pPaHHUX
CTaAMSIX U PETYASIPHO U, CAEAOBATEAbHO, MOTYT MOAYUWUTb PaHHEE AeyeHue, MOryT ObiTb
M3A€YEHbl OT MEAYAAAPHOro paka LI.LVITOBVIAHOVI XeAne3bl UAM 3allMLEeHbl OT pPaka.
AHaAOTMYHBIM 06pa3oM, peryasapHble 06CAEAOBaHMSA MO3BOASIOT Ha pPaHHEN CTapuu
AEYUTb OMyXOAU HaAAMOYEUYHUKOB U I'IapaLLLVITOBVIAHOVI Xeae3bl, TeM CaMblM nsberas
Ccepbe3HblX MNpPobAeM, BbI3BaHHbIX 3TUMMK OMyXOAAMM. BOT noyemy npekpacHoe
NnpeAnNOXKEeHNE, KOTOPOIro Xo4veT Ka)KAbIVI POoAUTEADL, MDPUMEHUMO:
B/\aroAapﬂ reHeTM4eCKoOMy TECTUPOBAHUKD U PaHHEMY XUPYPruiyeCkomMmy yAaA€HUKO
LLIMTOBUAHOM XeAne3bl AeTU M3 cemen MIH-2 B 6yayuwiem OyayT 3A0pOBee, YEM AETH
NpPeAbIAYLLNX NOKOAEHMI!

ABTOpbI:
Prof. Dr. med. Karin Frank-Raue
Prof. Dr. med. Friedhelm Raue
Endokrinologische &
Nuklearmedizinische Gemeinschaftspraxis
Brickenstrafle 21
69120
Heidelberg
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o
SaKAIOUUTEeAbHbIe CAOBA

o

Mbl BCceraa AOCTYMHbI U 6/\aFOAaprI 3a Atobble BOMNPOCbI U NPEANOXKEHNA, KOTOPbIE
BO3HMKAIOT B LLEAOM WMAM MPU UTEHUU ITOM 6pOLIJ}Opr.

OcHoBbIBaACb Ha O6LIJMpHOl;1 AMTEPATYpE U 060pe AaHHbIX, AOCTYNHbIX HAM, Mbl 6yAe|v|
PaAbl NoONbITaTbCA OTBETUTb Ha KOHKPETHbIE BOMPOCHI MO 3anpocy.

ok
BbnaaropapHoctu

o

31a MHGopPMaUUS AASI NALMEHTOB YUUTbIBAET MHOTOYMCAEHHbIE MPEANOXKEHUSA
NaunMEHTOB N KOAAET.

Mbl 6Aaropapvm rpynny NOAAEPXKKM 3a MHOXECTBO COBETOB MO MHGOPMaLIMK, KoTopast
HY)XHa nauueHTam ¢ 3aboreBaHvem MIH-1.

Mbl Takxe xoTear bl N0OAAroAapUTb BCEX KOAAET, KOTOPbIE BHECAU CBOM BKAGA B
co3paHue 6a3sbl AaHHbIX MOH-1.
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CnoBapb

A6A0MEeHaNbHbIN: B HPIOLLIHOM NOAOCTH
AaeHoma: A06poKayecTBEHHas ONyXOAb

AAPEHOKOPTUKOTPONHbIA TOpMOH (AKTI, KOPTUKOTPOMMH): FTOPMOH rMnodu3a, BAUSIOLLMI Ha
HaANoOYeUYHUKKM  (cnocobCTBYET  BbICBOOOXAEHUIO  KOPTU30AA, COOCTBEHHOTO  KOPTM30HA
opraHuama, Kopow HaANnoYe4YHUKOB)

AKpoMeranuai: KAMHWUYECKas KapThHa, Bbi3BaHHas Nepernpou3BOACTBOM TOPMOHA poOCTa, 4To
MOXET NPUBECTH K YCUAEHHOMY POCTY KOHLIOB TEAA (aKpaAbl: YBEAUMEHWE KUCTEW, CTOM, HOCA, BEK
1M nopbopoaka), HENEepeHOCMMOCTH Kapbl, CKAOHHOCTU K TOTAMBOCTM, BbLICOKOE KPOBSIHOE
AaBAEHUWE W NPoBAEMBI C cycTaBamu

OCTPbIN: BO3HUKAIOLLMI BHE3AMHO, C OYPHBIM U KPaTKOBPEMEHHBIM TEeYEHWEM (B OTAMYME OT
XPOHMYECKOTO)

AHamHe3: uctopus 60Ae3HH; Bua, Hauano 1 TedeHne 3aboaeBaHuUit, onepaumi, (Tekywwme)
Xanobbl U caMOuyBCTBUE, O KOTOPbIX CPaLIMBaOT BO BpeMs BpauebHol beceabl ¢ 60AbHbIM

AHTaroHMUCT: MPOTUBHMWK C MPOTUBOMOAOXHbLIMU 3 deKTamm
6eccMMNTOMHbIN: 6e3 cMMNTOMOB, 6€3 NpMU3HaKoB 3aboreBaHUSA
ayTOCOMHbIN: ONPEAEAAETCA XPOMOCOMOM, HE ONPEAEASIOLLEN NMOA

OcHoBaHuA: cTpoutenbHble 6A0kM AHK. CylliecTByeT ueTbipe pasAMuHbIX OCHOBAHMWS: aAEHUH (A),
TMMKH (T), unto3uH (C) 1 ryaHuH (G). A u G npeacTaBAstoT coboi Tak HasblBaeMble NypUHOBbIE
OCHOBaHUSA, KOTOPblEe XMMHUUYECKU COCTOSIT U3 MOAEKYAbI C 6 U 5 koabLamu. C u T npeacTaBAaioT
€060/ NUPUMUAMHDI, UTO O3HAYAET, UTO OHWU COCTOSIT U3 MOAEKYAbI C 6 KOAbLL@MU.

A06BpOKauecTBEHHbIN: He PAKOBbI

Bberta-kneTku: WUHCYAUH-NPOAYLMPYHOLLNE KAETKU OCTPOBKOB NaHrepraHca B I'IOA)Ke/\yAOLIHOVI
Xenese

Paauauumsa: Papmauusa

Buoncua: B3ATME TKaHW WMAUM KAETOK W3 XMBOFO OpraHW3ma C MOMOLLbIO MHCTPYMEHTa
(Hanpumep, CneuManbHOM KaHIOAM WAM CKaAbMEA) AN MUKPOCKOMUUYECKOr0 WCCAEAOBaHMS
(TkaHen); O6o3HaueHWe B 3aBMCMMOCTH OT TMNa MeToaa oTbopa nNpob MAM MecTta otbopa nNpob

XpoHUYecKuith: NoCTOAHHbIN (B OTAMUYUE OT OCTPOro)

KomnblotepHaa Tomorpadusa (KT): komMnboTepHas pPeHTrEHOANArHOCTUYECKas npoueaypa AAA
NOAYyYEHUS NonepeyHblX M306paxeHU (TOMOrpamMm, NONeEPEYHbIX U NMPOAOABHbIX CEYEHUI) Tena
yenoBeka; KomnbiloTep paccuuTbiBaeT M3006paxKeHWs € MOMOLLBbID PEHTTEHOBCKUX Aydew,
KOTOPbIE NPOXOAAT YEPE3 CAOM, MOANEXALLMIA UCCAEAOBAHUIO
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KOpTHU30A: XM3HEHHO BaXHbI TOPMOH KOPbI HAAMOYEUYHUKOB, KOTOPbINM BAUSIET, CPEAW NPOYETO,
Ha YpOBEHb caxapa B KpPOBW, OEAKOBbIi OOMEH W WMMMYHHYIO CUCTEMY W OTBEYaeT 3a
paboTocnocobHOCTL; Kpome TOro, 310 BaxHbI FOPMOH CTpecca

CuHapom KyluMHra: KAMHWYECKass KapTuHa, Bbi3BaHHas Mepenpou3BOACTBOM KOPTU30Aa C
TUNUYHBIM  AULLOM «MOAHOM AyHbl», yBEAMYEHMEM BeCa, M3MEHEHUAMU KOXW, MOBbILLEHUEM
apTepruanbHOro AaBAEHUA, MbILLIEYHOM CAaBOCTLIO U, BO3MOXHO, AMabeToM

AuarHos: 60Ae3Hb, a TaKXe: OLleHKa COCTOSIHUSI BOAE3HM Ha OCHOBaHUKU BoAee TOUHbIX
HabAOAEHUI 1 0bCcAeA0BaHUI

AunarHocTtuka: COéMpaTe/\bell?l TEPMUH AAA BCEX obcnepoBaHui, KOTOPbI€ NCNOAb3YHOTCA ANA
onpeaeneHuna 3aboneBaHuUs

Audy3HbIN: paccenHHbIN, 6e3 YUETKOro pasrpaHUyeHus
AHK: reHeTnyeckuii matepuan

XKenesa: O0OAHO- WAM MHOFOKAETOYHbIM OpraH, KOTOpPbIM BbipabaTbiBaeT crneuuduUyeckne
aKTMBHble BeLlecTBa (CEKPeTbl) M BbICBOOOXAAET WX Hapyxy (Hanpumep, B MOAOCTb PTa,
XKEAYAOK U KULLEYHWUK) UAM BHYTPb, HEMOCPEACTBEHHO B KPOBb MAM AMMGATUUECKYIO CUCTEMY
(ropMOHaAbHbIE XeAe3bl)

3HAOTEeHHbIN: B CAMOM OpraH13me, BO3HWKAIOLLMI BHYTPU TEAQ, UCXOAALLMIA USHYTPU
3HAOKPUHHDIN: CEKPETUPYET BHYTPb (B KPOBb), KaK 3TO AEAAHOT BCE SHAOKPUHHbBIE XEAE3bI

OHAOKPUHONOTUSA: n3yyeHue GyHKLUUKN rOpMOHAAbHbIX XeAes3, Hanpumep HaANoOYEeYHUKOB,
LLIMTOBUAHON Xenesbl, runopusa u T. A.

SHAOCKON: WHCTPYMEHT AAA NCCAEAOBAHNA NOAbIX OPraHoB U noAOCTEN Tena

Hpockonua: OcBelleHWe 1 OCMOTP MOAOCTEN C MOMOLLLBKO 3HAOCKOMNa C BO3MOXHOCTbIO B3ATUS
O6pa3LLOB TKaHEN W MpPOBEAEHUS HebOoAbLIMX XUPYPrUv4eCcKUx MaHVII'IyAFILI,VIVI noa onTM4eCKnm
KOHTPOAEM

OHpocoHorpadua: CoyetaHne 3HAOCKOMNMK C COHOrpadUuen BLICOKOTO pa3peLLeHns (YALTPa3BykoBOe
nccaepoBaHue)

OHyKAeauuA: yraneHre (OMyXOAEBOro) y3na

dorrmkyrocTumyaupytowmii ropmon (OCr): ropMoH runodusa, BAMSIET Ha BbICBOBOXAEHUE
NMOAOBbIX TOPMOHOB

FacTpuH: ropMoH, KOTOprl71 yBeAUunBaeT Bblpa60TKy XEAYAOYHOro CoKa U KUCAOTbI
FacTpuHOMa: raCTpUHNPOAYLMPYIOLLAS OMYyXOAb nomKe/\onquﬁ Xene3bl UAU CTEHKU KMLLUEYHUKa

TeH: eAvHMUA HacAepoBaHUS; akTUBHas cybbeanHunua AHK; Kaxabii 3 35 000-80 000 reHos
opraH1M3Ma COAEPXMT KOA ONPEAEAEHHOrO MPOAYKTa, 06blYHO BeAka, Takoro Kak GpepMeHT, UAU
CTPYKTYPHOTO 6enka (KAETOUHOM CTEHKM U T.A.).)

FeHOTUN: reHOTUN opraHu3Ma NPeACTaBAAET ero TOUHbIA FeHEeTUUYECKUIA COCTaB, TO eCTh
MHAMBUAYAAbHbIA HaOOP reHOB, KOTOPbIE OH HECET B AAPE CBOEW KAETKU

3N onyxoau: 06U TEPMUH AAST (MPOAYLIMPYIOLLIMX FTOPMOHbI) OMYXOAEM XEAYAOUHO-
KULLEYHOrO TPaKTa (racTpo = XEAYAOK, IHTEPO = KULLEUYHUK, NaHKpeac = NOAXEAYAOUHAsN
xenesa)
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TAlOKaroH: ropmMoH MOAXEAYAOUYHOM XeAe3bl, MOBbIWALMI YyPOBEHb Caxapa B KPOBU
(aHTaroHUCT MHCYAMHA)

TAtokaroHoma: onyxoAb, NPOAYLMPYHOLLAA TAFOKaroH
Muctonorua: Hayka M “3yueHWe TOHKOWM CTPYKTYpbl TKaHel; MUKPOCKONMYECKOEe UCCAeAOBaHWE
NpPO3payHOro M CcrneurManbHO MNOAFOTOBAEHHOTO cpe3a TKaHW OObIYHO MO3BOASIET OLEHWUTb

HaAMune A0BPOKAUECTBEHHOIO MAM 3AOKAUYECTBEHHOro pa3pactaHus TKaHU (ONyxOAW), a Takxe
AQET MHGOPMALMIO O MECTE BO3HUKHOBEHUS OMYyXOAW

rOpMOHbI: BelleCTBa-NOCPEAHUKN B OPraHU3MeE, KOTOPbIE NPOU3BOAATCA B CNeUnarnM3npoBaHHbIX
KAETKaxX U TKaHAX U AOCTUratoT MecTa CBOEro AeMCTBUSA yepes KPoBOTOK

MepBUUHbIN rUNepnapaTMpeos, rMNepakTMBHOCTb NapalLMTOBMAHON XXeAe3bl: MOBbILIEHHASNA
BblpaboTka  NapaTMPEOMAHOr0  FOpPMOHa, Bbl3BaHHAasi AAEHOMOW  WAWM  TWMepnAasuent
napaLIMTOBUAHON XEAEe3bl, YTO, MOMUMO MPOYUErO, MPUBOAUT K YBEAMUEHUIO COAEPXAHMUA KAAbLIUA
B KPOBW

l'unepm\asml: YBEAMYEHUE TKaHU AU OpraHa

TMNOrAMKeMUA: HU3KMIA YPOBEHb Caxapa B KPOBU

UHAEKCHBIW NauneHT: ﬂepBbIVI nauneHT, SaTDOHyTbIﬁ 3aboneBaHUEM B CEMbE

OnyXoAb OCTPOBKOBbIX KAETOK: HOBOE 06pa30oBaHne MHCYAMH-NPOAYLIMPYIOLLMX KAETOK B
NMOAXEANYAOUHOW Xenese

WUHCYAUH: TOPMOH MOAXEAYAOUHON XEAE3bl, KOTOPbIN PETYAUPYET (CHUXAET) YpOBEHb Caxapa B
KPOBW B OpraHuame

KapuuHoMA: CM. HEMPOIHAOKPUHHAA ONyxoAb (B opurnHase Karzinom - kapumHoma, HO 3T0
fIBHas oWMOKa - NPUM. NEPEBOAYMKA)

KapuMHOMAHBIW CUHAPOM: XaA0Obl, BbI3BAHHbLIE MOBLILLEHUEM KOHLEHTPALMU Pa3AUUHbIX
ropMoHOB; 06blYHO NpPUCTyNnooBpasHoe MOKPaCHEeHWE AWL@ M BEPXHeW YacTu Teaa (MPUAWBBI),
MHOTAS C CepALebUEHNEM M MOTAMBOCTbLIO, CMasMaTMyeckKummu BOASMU B XUBOTE U AMapeei,
npobaeMamu ¢ CEPALEM W 3aTPYAHEHUEM AbIXaHWS

MarHutHo-pe3oHaHcHaa Tomorpadua (MPT): npoueaypa Bu3yaAn3aumu, KOTOpas UCMOAb3YET
INEKTPOMArHUTHble KOAebaHUS KOMMOHEHTOB TKAHW B WMCKYCCTBEHHO CO3AA@HHOM MarHUTHOM
noae. Hanpumep, oHa oTobpaxaeT CTPYKTypbl BHYTPU Uepena C BbICOKMM paspelleHUeM U,
Takum o6pa3om, ob6ecneunBaeT ToUHbIE M306paXeHUs NonepeyHoro ceveHns mosra. Yacto oHa
He MOAXOAUT AASt NALMEHTOB C KapAMOCTUMYASTOPaMU, AAS NALMEHTOB C TPEBOTOM U AASI AIOAEHN,
Y KOTOPbIX OXMAAETCA OUYEHb KOPOTKOE BPEMSA 06CAEAOBAHMS.

Koppenauus: cBsisb MEXAY ABYMSA UAU 6onee anemMeHTaMu

AATEHTHbINU: TUXWI, CKPbITbIV

Aunoma: A0O6pOKauecTBEHHAs ONYXOAb XUPOBOM TKaHM
AOKaAbHbIW: MECTHbIN

Nokanusaumsa: TO4HOE pPacrnoAOXKeHUe B OpraHusme
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NOTEMHU3UPYIOLMIA TOPMOH (AT): rOpMOH rMnodu3a, BAUSIOWMIA Ha BbipabOoTKy NMOAOBbLIX
ropMOHOB

MaHudecrauma: nposiBAeHHe 3aboreBaHNM
lF'eH MEN-1: ['eH, MyTaumsa KOTOPOro OTBETCTBEHHa 3a 3aboreBaHMe MIH1

MeHuH: 6enoK, 3a KOTopbIit oTBeuaeT reH MEN-1; O6pa3oBaHWe HapyLwaeTcs Npyu MyTaLuu reHa
MEN-1

MeTactasupoBaHUe:  AOMOAHWTEAbHbLIA  POCT, AOMOAHWUTEAbHBIA  MCTOYHMK 3aboneBaHus,
BO3HUKaIOLWMI B pe3ynbTaTe NepeHoca NatoreHHoro matepuana (Hanpumep, onyxoAeBbIX KAETOK)
M3 NepBOHAYaAbHOTO WCTOUYHUKA 3aboneBaHusi. B Gonee Y3KOM CMbICAE 3TO OTHOCUTCA K
MeTacTa3MpoBaHUIO  3NOKAYeCTBEHHOW  OMyXOAM  (OTAAAEHHBbIV  MeTacTa3:  MeTacTtas,
nepeparoLLMACA KPOBEHOCHBIM WAM AMMObATUUECKMM NyTEM W OOHapyXMBaembli AANEKO OT
MCXOAHOM OMnyxoAu). MeTacTa3avpoBaHMe MOXET NPOUCXOAWUTb FrEMaTOreHHo, T. €. Yepes KPOBOTOK,
UAU AMMGbOTEHHO, T. €. Yepe3 AMMPaTUUYECKMIA NMOTOK.

MuHMMaAbHO MHBa3WBHbIE BMeLLaTeAbCTBa/onepauumn: BmeliatenbctBa, BO3AENCTBHUE
KOTOPbIX Ha NaUMEHTa CBEAEHO K MUHUMYMY («NeTAeBasi XUPYpPrus»)

MonekynsipHasA reHeTUKa: Hayka, U3yJyatoLlas reHeTUKy Ha YPOBHE MOAEKYA
MPT: cM. MarHMTHO-pe3oHaHcHasa Tomorpadusa
MHO)XE€CTBEHHbIN: HECKOABKO Pa3HbIX, HECKOABKO pa3, B Pa3HblX MecTax 0AHOBPEMEHHO

MyTaumsa: usMeHeHne KOAUYECTBA, PACNOAOXKEHUS UAK MO/\eKyl\ﬂpHOVI NOCAEAOBATEABHOCTU
reHoBs

HaanoueuHuk: fopMOHaAbHas XeAe3a, PacrnoAOXKEHHAs HaA NMOYKOM 1 npoun3BoAALLad, NOMUMO
npoyero, apApeHaAnH 1 KOPTU3OA

Heonnasus: HOB006Da3OBaHMe, ONyXoAb

HoBas myTauus: U30AMPOBaHHasA, T.e. MyTallMs, BO3HMKatoLas Bnepsble y 60AbHOrO YeAOBEKA
B CEMbE, HEe UMetoLLIe ceMenHOoro aHamHesa 3aboreBaHuWsA

Helpoxupyprus: paspen XWMpPypruu, BKAKOUAIOLLMIA AMArHOCTMKY M XMPYPruueckoe AeueHue
3a60oAeBaHUIl HEPBHOW CUCTEMbI; B MUKPOHEMPOXMPYPIM BMELIATeALCTBA HAa FTOAOBHOM MO3re
MPOBOAATCA C UCMOAL30BaAHMEM OMEPALMOHHOrO MUKPOCKONa

Helpo3aHAOKPUHHAA ONyXOAb (NpeXHee Ha3BaHUe: KAPLUMHOMA): 0ObIUHO B XEAYAOUHO-
KWULLIEYHOM TpaKTe, pexe, Hanpumep, B GPOHXMaAbHON CUCTEME; YacTo BblpaboTKa CEPOTOHMHA U
Ba30aKTUBHbIX BELLECTB

OKTpeocKaH: METOA BU3yaAn3aLmMm IHAOKPUHHBIX onyx0/\e171 yepes UX peuentopbl CoMaToCTaTUHa

Pa60TocnocobHOCTb: COCTOSIHME, KOFAa MOXHO paboTaTtb

NMapatMpeounaHble: NapaLLMTOBUAHBIE XeAe3bl
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MarTonorua: uM3ydeHWe aHOMaAbHbIX M MATOAOTMUECKUX U3MEHEHWI B OpraHUM3Me YenOBeKa, B
YaCTHOCTU MPUUMH, @ TaKkKe MPOUCXOXKAEHUS U PasBUTUA 3aB0AEBaHWIM, a TakXe Bbl3BaHHbIX
MMM OPraHUYECKUX UBMEHEHUI U GYHKLMOHAABHbBIX 3G hEKTOB

M3T: cokpallleHWe OT NO3UTPOHHO-IMUCCUOHHOM Tomorpadun; Ob6cAepOBaHWE, NPU KOTOPOM
n3obpaxeHue Tena WAM OTAEAbHbIX YYaCTKOB CO3AAE€TCS MyTeM TMOTAOLLEHWS PaAMOaKTUBHO
MEUEHHOro BELLECTBa U MOCAEAyHoLLEro ero Mmetaboanama; Onyxoan U/WMAM mMeTactasdbl 06bIYHO
MMELOT MOBbILLIEHHbIA MeTaboAn3M MO CPAaBHEHWUIO CO 3A0POBOM TKAHbIO M MO3TOMY BbIAEASIOTCS
Ha ToMorpaduIeckom n3o0bpaxeHUn cpear 3A0POBbIX TKAHEN

NI3T-KT: o6beanHeHWE GYHKLUMOHAAbHOTO MAT-M306paxeHus ¢ n3obpaxeHrem KT nonepeyHoro
ceveHust

deHoTUN: nosBAeHWe 3a60AeBaHUS NMPU HACAEACTBEHHbIX 3a60AEBaHUAX, YACTO MCMOAL3YETCA
Kak adPeKT MyTaLmmn: KOPPEAALUSa reHoTUN-GeHoTMN

deoxpomoumuTOMa: ONyXoAb, 06bIYHO BO3HMKAIOLWAA M3 MO3rOBOrO BELLECTBA HAAMOUYEYHUKOB C
MOBbILIEHHOW BbIPAbOTKON aApeHaAMHa W HOpappeHaAuHa; KAMHWUecKass KapTvHa 4acTto
BKAIOUAET NOBLILLEHHOE apTEPUANbBHOE AaBAEHHME, cepALiebueHne, roAOBHbIE 6OAU U NOTAUBOCTb

Mo3uTpoHHO-aMUCCUOHHaA ToMorpadusa: cm. MIT
nocAeonepauyoHHbINI: NOCAE ornepaLmu (MPOUCLLEALLIEN)
MpodunakTuka: NpodUAaKTUUECKUE MepPBI

MponakTtuH (MPA): TopMOH rMnoou3a, KOCBEHHO BAUAET HA BbICBODOXAEHME MOAOBbIX
rOPMOHOB, GEPTUABHOCTb U, Y XEHLLMH, Ha BblpaboTKy rpyAHOro MOAOKa

MpoAakTUHOMA: MPOAGKTUHMNPOAYLIMPYIOLLAs aaAeHOMa runodusa
papuoTepanua: AedeHe AyYeBon Tepanven
Pe3eKuma: xupypruieckoe yaaneHvWe yacter nopaxeHHoro opraHa

Peuuams: «peunams 3aboneBaHuA», B bonee Y3KOM CMbICAE €ro NOBTOPHOE BO3HMKHOBEHNE
nocAe nepruopa OTCyTCTBMA CUMNTOMOB

CKpUHUHroBoe obcnaepoBaHUe: MporpamMma CUCTEMATUUECKOro MOMCKa UAK TECT, Hanpumep,
aHaAU3 KPOBU ANl PAHHErO BbIABAEHWUS MEPENPOU3BOACTBA ONPEASAEHHbIX FOPMOHOB

CeKpeumsa: XUAKOCTb, BbIAEASEMANA KAETKaMM, HanpumMep NuLLeBapUTeAbHbIH CEKpeT
Sella turcica: «TypeuKoe ceano», AMKa KOCTHOTO OCHOBaHMWSA Yepena, BMeLLaeT runodus
ComaTtocTaTMHOMa: OMyXOAb, MPOAYLIMPYIOLLAA COMaTOCTaTUH

CoHorpadusa (YAbTpasBYKOBO€ WCCAEAOBaHMUE): METOA WCCAEAOBaHMSA, MpPWU  KOTOPOM
YAbTPA3BYKOBbIE BOAHbI U3AYUYAIOTCS UEPEe3 KOXY B OpraHuaM, FA€ OHW OTPaxaroTca OT rpaHul,
TKaHeln M opraHoB. OTpaXeHHble BOAHbI PErMCTPUPYIOTCA MPUEMHUKOM W npeobpasytotcs B
KPUBbIE AW M3006PaXEHNUA C MOMOLLbIO KOMIbIOTEPA. PaAMALIMOHHOTO BO3AENCTBUA HET.

cnopaAw-lecKuﬁ: HEHaCAEACTBEHHBIN, TO €CTb BO3HUKAIOLLMI CMIOHTaHHO
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NyueBas Tepanua (papuorepanusa): [PUMEHEHUE WOHU3UPYIOLLEFO W3AYYEHUS B AeuebHbIX
ueax. B nmpuHumne, 3aecb Tpebyrotca ropaspo Honee BbiCOKME AO3bl papuaumu, yem npu
MOAYYEHUU PEHTTEHOBCKOrO M300pPaXeHUsI B AMATHOCTUUECKUX LEAsIX. PasanyatoT BHYTPEHHIO
AyYEeByto Tepanuto («obayueHue» paproaKTUBHBIMU IAEMEHTAMM) U BHELLHIOK AYYEBYHO Tepanuio,
MpU KOTOPOW NaumMeHTa 0bAyyaroT CHapyXM B TOYHO OMPEAEAEHHBIX yyacTkax Tena. 0ba meTtoaa
TakXe MOXHO WCMOAb30BaTb BMecTe AAS 60pbbbl C OMyxoneBbiMM 3aboAeBaHMAMU. AydeBas
Tepanus MoAUYMHsIeTcss cTporum TpeboBaHMAM 6e30MacHOCTH, KOTOpble MOMOrarT M3bexaTtb
OMNacHOCTU AAS NALMEHTa.

Cy6ToTanbHanA pe3eKuma: XMpypruyeckoe yaaneHne 60AbLLIOW YacTh opraHa
CumnTom: MpusHaku 6oAe3HU

CUHApPOM: T[pynna npu3HakoB 3aBOAeBaHWS WMAM U3MEHEHWI OpraHoB, XapakTepPHbIX AAS
KOHKPETHON KAMHWUYECKON KapTWHbI, 0BbIYHO C MPOTUBOPEUUBOW WAM HEWU3BECTHOM MPUUMHOM
WAV Pa3BUTUEM

CuMHTUrpadma/CUMHTUIPaMMa: MCCAEAOBAHWE W  BU3yaAU3aUMA BHYTPEHHMX OPraHoB C
MCMOAb30BAHNEM PAAMOAKTMBHO MEUYEHHbIX BELLECTB. B cneupanbHOM yCTPOWCTBE C MOMOLLbIO
CBETALLMXCS TOUEK CO3AALOTCS M306paxeHUst o6CcAeAyeEMbIX OPraHoB, KOTOPblE MOXHO BbIBECTU B
BMAE YepHO-Henbix U306paxeHuit, Hanpumep, Ha PEHTTEHOBCKME NAEHKU. CUMHTUIPaMMy MOXHO
MCMOAb30BaTb AN BbISIBAEHWSI aHOMaAbHbIX Y4aCTKOB M HauaAa AGAbHEMLLINX UCCAEAOBAHUIA.

YacrnuHan pesekums: Xvpypruyeckas yactuuHas abasuma MAM yAaAeHUe yacTeil NopaxeHHOoro
opraHa

Tepanusa: \eueHue 60Ae3HU

TUPEOoTPONUH: (TMPEOTPOMNHbII ropMoH, TTT): ropMOH rnodusa, BAUSET Ha BbICBOBOXAEHUE
FOPMOHOB LLIMTOBUAHOM XeAe3bl

TpaHcnaaHTaums: [lepeHoC KAETOK, TKaHel UAK OpraHoB APYroMy YEAOBEKY MAWM APYTOi YyacTu
TeAa

OnyXoAb: HEKOHTPOAMPYEMbIM POCT KAETOK, KOTOPbIM MOXET NPOU30NTH B AHOBOI YacTu TeAa

OHKOMapKepbl: BellecTBa, 0OHapyXeHWe WAM, ToUHee, NOBbILEHHaA KOHLEHTPaLWsa B KPOBM,
MOXET MMEeTb CBSI3b C HAaAWUMEM W/UAW MPOrPecCUPOBaAHUEM 3AOKAUECTBEHHbLIX OMyXOAEMN.
OAHaKO 3TV OMyXOAEBble MapKepbl He 06A3aTeAbHO CBA3aHbl C BO3HUKHOBEHWEM OMyXOAU W
Takxe MOryT NMPUCYTCTBOBATb B HEOOAbLUMX KOAMUYECTBAX (HOPMaAbHbIM AMANa3oH) y 3A0POBbIX
AtoAei.  OnyxoneBble MapKkepbl OCOOEHHO TMOAXOAAT AAS HaOAOAEHMS 33  W3BECTHbIMM
ONyXOAEBbIMKU 3aboAeBaHUAMU. OHM MeHee NPUroAHbl B KauyecTBe MOWCKOBOrO MeTOAa
NepBUYHON AMATHOCTUKK OMYXOAU.

YAbLTPa3ByKOBOE UCCAEAOBaAHUE: CM. COHOrpaduio
BUMMoma: onyxonb, NpOAYLMPYHOLLAs Ba30aKTUBHbIM KULLEYHbIM noAvnenTua (BUM)

FopmoH pocra: ([P, ropmoH pocTa, comatotponuH, CTI): FTopMoH runodusa, oTBeyaeTr 3a
AVMHEWHBIN pPOCT B dal3e pocTa M BAUSIET, CPEAM MPOYEro, Ha TakXe YrAEBOAHbIN WM XMPOBOM
obmeH

CuHApom 3onnuHTrepa-daMcoHa: 3aboneBaHWe XXEAYAOUHO-KULLIEYHOro TpakTa, Bbl3BaHHOE
raCTPMHNPOAYLMPYOWMMKU  ONYXOAAMU  C  NOBbIWEHHbIM obpasoBaHMeM racTtpuMHa W, Kak
CAEACTBUE, YCUAEHUEM CEKPELMU XEAYAOUHOM KUCAOTbl M MOSIBAEHMEM $3B, BO3MOXHO C
OCAOXHEHUAMU, HANPUMEP KPOBOTEYEHUAMU U T. A.
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Cetb 3a6oneBaHuM rUnodu3a
W HAaANOYEYHUKOB

.

Momouwb B nopaep)XKe

ok
CeTb 3aboAeBaHUI TMNOPH3a U HAANTOYEYHUKOB — 3TO HEKOMMEPYECKas accoumaums
NnocTpaaaBLUMX, UX POACTBEHHUKOB U Bpayen.
OHa 6blna ocHoBaHa B 1994 roay nauMeHTamMu U SHAOKPUHOAOraMK B SpAaHreHe.
Momumo copencTBUA 06MeHy MHGOPMaLMER MexXAY NOCTPaAABLUMMU, CETb MOCTaBUAA
nepea cobow cAepyroLIME LEAU:

® [TomMOLLb NOCTPaAaBLUMM B NMOAAEPXKKE NyTEM COAEWCTBUA KOHTaKTaM C
APYrmMun naumeHtTamu

® Co3paHue v pacnpocTpaHeHne MHGOPMaLMOHHbIX MaTEPHUANOB AAA
NOCTPaAaBLLMX U UX POACTBEHHUKOB, FOCYAAPCTBEHHbIX YUPEXAEHUH U
TepanesToB

® [lopAepXKa MCCAeAOBaHUI B 06AacTU 3aboaeBaHuUi rMnoduraa u
HaAMOUYEYHUKOB

® CopeicTBME NPOBEAEHWIO CEMUHAPOB 1 MepP MO AAAbHENLLIEMY 0BYYEHUIO
nocTpaAaBLLMX U Bpayen

B HacTosiLlee BpeMs NO BCEeW CTpaHe CylecTBYeT 34 perMoHaAbHble rpynnbl, a Takxe
TPU TPynnbl MO KOHKPETHbIM 3aboAeBaHUAM, BKAtouYas rpynny M3IH-1, cetv u
MHOXECTBO KOHKPETHbIX KOHTAKTHbIX AUL,

MopAeEpXKa, KOTOPYH MaUMEHTbl MOAYYatOT OT TIPYMnbl MOAAEPXKW, OYEHb LEHHA.
Moatomy obpallaiTtech B ceTb. Tam Bbl byaeTe NMPOUMHGOPMUPOBaHbI 06 aKTyaAbHbIX
acnekTax Ballero 3aboAeBaHUsl, CMOXeTe 3anpoCHTb aapeca CneLUanmcToB, NOAYUHUTb
COBETbI 0 TOM, Kak 60pOTbCS C HEAYrOM B MOBCEAHEBHOMN XU3HU U MHOTOE ApYroe.
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KaKYIO BbIroay Bbl nNoAyyaeTe OT UNEHCTBa

® 06MeH MHdOpMaLuMel ¢ ApyruMU NauMeHTaMu, BpauamMu U 3KcnepTamMmu
Braropaps 6OAbLLIOMY KOAMYECTBY PErMOHaAbHbIX rPynM, Bbl 005i3aTE€AbHO HalaeTe
MeponpuATUA PAAOM C BaMMW. Bbl Takke Moxetre 0OMeHWBaTbCA WMAEAMU B
MHTEpHETE Ha HaLLMX PasAMUHbIX GOPYMaX, KOTOPbIE AOCTYMHbI TOAbKO yYaCTHUKAM.

® Bpowwopbl U KOMNAKT-AUCKH
BoAbLLON BbI6OP OPOLLIOP U KOMMAKT-AUCKOB 0 3aboAEBaHUAX U
BapuaHTax AeYeHUa MOXHO 3aKa3aTb HecnaaTHo.

® )XypHan ana yuactHukoB GLANDULA
YuacTHukM noaydatoT GLANDULA, Hall XypHaA AASt MTAUMEHTOB ¢ NyBAnKaUMaMn
M3BECTHbIX UCCAEAOBATENEN U CMELMAAUCTOB, ABa pa3a B rop 6ecrnaaTHO, KOTOPbIN
OTNpaBASETCH UM AOMOM.

® 3aWMULLEHHbIW AMUHBIN KabuHeT B UHTepHeTe
B Haluel 3alLMLLEHHON MHTEPHET-30HE, AOCTYMNHOW TOABKO YYaCTHUKAM CETH, Bbl

MOXETE MOAYUNTb LIEHHYHO MHGOPMALMIO U NPUHATbL yuacTue B popymax.

® YyacTHUKM NMOAYYAIOT AbIOTHbIE TapUdbl HA CETEBbIE MEPONPUATUSA, TaKUe
KaK eXeroAHbli HaLMOHaAbHbIA AEHb rmnoousa u HaAMNOYEYHUKOB.

= GLANDULA &

Netzwerk Hypophysen- und Nebennierenerkrankungen e.V.

oo g ® g o

Herztich willkommen! -

Beim und v
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AoKymeHTaumMa naumeHta ¢ MOH 1

CeTb Tenepb Takxe onybaMkoBana nanky nauueHtoB ¢ M3H1. 3aecb noctpapaBlune
MOIYT B YETKOM U YNOPSIAOYEHHOM BWAE BBECTW CBOW AaHHble 06 MCTOPUM BOAE3HM,
06CcAeAO0BaHUSAX, MPUEME AEKAPCTB U T. A..

Manky MOXHO NMoAyunTb B opuce Cetn 3aboreBaHMi rMNodKU3a U HAAMOUYEUYHUKOB.

Netzerk Wypophysen und Nebennerenrizanungen e V.

Verlauf zur Krankengeschichte
JETIWERY bis zur Diagnose

NETIWERY etserk ypoghyeen:snd eteerEnKOER

Untersuchungen und Behandlunger
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CeTb 3aboneBaHUi rMNo¢dU3a U HAANOUYEUYHUKOB e.V.

Waldstrafie 53 N ETZW ERK
90763 Fiirth < Q
Telefon: 0911/97 92 009-0

Email: netzwerk@glandula-online.de Mitglied der ACHSE

Internet: www.glandula-online.de @3@&2
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Bbl Mo)KeTe NPpUCOEAUHUTLCA K rpynmne noAAepXKU
M3H-1 HeopMuHanbHO B A06OE BpemA, umen yxe
CyLLECTBYIOLLLEE YUNEHCTBO B ceTU (cMm. cTp. 60).
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NETZWERK

CeTb 3aboneBaHun runocumsa n
Hagno4YeyHMKoB e. V.
Waldstralle 53
90763 Furth
Telefon: 0911/97 92 009-0
Email: netzwerk@glandula-online.de
Internet: www.glandula-online.de

Mitglied der ACHSE

®achse

Alliang Cheosischer Seltaner Erkrankunger

Mpu Atobe3HON NopAepXKe
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