: AHAOMXKAHCKUNU
> FOCY[apPCTBEHHbIU
> MeaAULMHCKUWU
MHCTUTYT

The course title “Endocrinology: new aspects in
diagnhosis and treatment"

ecture 13: Autoimmune polyglandular syndromes.
Syndromes of multiple endacrine neoplasia.

Tema-13:; AYyTOMMMYHHbBIE NonurnaHaynapHele CUHAROMBI.
CUHAPOMBI MHOXECTBEHHOW HAOKPUHHOW HEOMMNAa3nW.

Jlekmop: Aticayesa MagpmyHaboHY



[NIAH JIEKUUW

1. AyTOMMMYHHbIE NONUINaHAaynsipHble CUHOPOMBbI

2. CVIH,EI,pOMbI MHOXECTBEHHbIX SHOOKPUHHbIX Heonnasnn




AYTOUMMYHHbIE€ NnonurnaHaynsipHele
(NONMAHAOKPUHHbLIE) CUHADOMBbI

roynna  3aboneBaHuu, CBSI3aHHbIX  C
HeJOoCTaTOYHOCTLH) OAHOBPEMEHHO [OBYX W
bonee SHOOKPUHHLIX Xerfe3 BCreacTtBue ux
ayTOMMMYHHOro nopaxeHunda. Yacto AlIC
coyeTaeTcd C ayTOMMMYHHOW MNaToNorneu
HEe3HOOKPUHHbIX OpraHoB.



[IOPAKEHWE HIAOKPUHHbIX ’KEJIE3

| \

CAO 1 Ttuna

/

MNepsuyHaa XHH
NepBUYHbIN

SHOOKpuUHono2ua. HayuoHaneHoe pykosodcmeo /nod ped. U. U. fedosa, I. A. MenbHu4yeHko. — M. : T30TAP — Medua, 2013



Knaccundpunkaumnsa

» AlC 1-ro Tuna (KaHOWOOMNONMMIHOOKPUHHBLIV
CUHAPOM; CUMHOPOM YauTekepa;

» APECED — Autoimmune PolyEndocrinopathy,
Candidiasis, Ectodermal Dystrophy;

» MEDAC — Multiple Endocrine Deficiency
Autoimmune Candidiasis).




XapakTepHa KnuHu4eckas Tpuana

» KaHOMUO03 KOXU U CINU3UCTbIX 000S104eK;
» rmnonapaTtmpeos;
» nepsunyHaa HH.

3aboneBaHue OTNM4aeTcH KITMHUYECKUM
nonuMMopdPOnU3MOM, OHO MOXET NPOSABNATLCA
MHOXECTBOM PaA3NNYHbIX ayTOUMMYHHbIX
nopaxxeHuu KaK 9HOOKPUHHBIX, TakK n
HE3HOOKPUHHbIX OpPraHos.



AlNC 2-ro Tuna.

XapaktepHo codetaHue nepsudHom XHH ¢ AUT  wmnu

anddysHbIM TOKCHM4eckum 306om (cnHgpom Wmuara) w/nnm ¢ CL
1-ro Tuna (cnHgpom KapneHtepa).

oTmonornsd

AlNC 1-ro tMna — MOHOreHHOe ayTOCOMHO-PELLECCUBHOE
3aboneBaHne Bcneacteme Mytaumm reHa AIRE (Autolmmune
REqgulator), kogupytowiero 6enok ayToMMMYHHOro perynsropa.
AlNNC 2-ro Tmna —  MHorogaktopHoe 3aboneBaHue C
HacrnegcTBeEHHOMU npeapacnornoXXeHHOCTbLIO. CyulecTByeT
accounauma mexay AlIC 2-ro Tmna mn 9KCrpeccuenm HEKOTOPbIX
[eHOB rMaBHOrMo KOMIeKkca rmcrtocoBMecTuMocTu cemencrtea HLA
(HLA-DR3, HLA-DR4, HLADQB1*2101 v gp.).



[laToreHes

OgHa w13 caMbIX NONynspHbIX  rMNote3 —  OTCYTCTBUE
NMMMYHOINOIMMYECKON TONepaHTHOCTU K 6Oenkam opraHa-MULLEHU
cneuyndunyecknx kroHos T-numdouutoB CD4+. Knetkm Takmx
KIMOHOB NPOoAYyUUPYHOT UMTOKUHBLI, npmBoadllne K ayToOMMMYHHOMY
BOCnaneHuo n paspyweHuto opraHa. [latoreHe3 AlNC 1-ro Ttuna
CBA3aH C OTCYTCTBUEM UMK MoBpexaeHnem bernka ayTouMMYyHHOro
perynaropa, O4YeBMAHO, WUrpalwLlEero KIW4yeByld pofib B
dopmMupoBaHUM  KNETOYHOrO  UMMYHUTETA U MexaHu3mMax
NMMYHOSTOrMYEeCKOW TONMEPaHTHOCTMN.



KnuHu4yeckas KapTuHa

AlNC 1-ro Tnna

[lepBbl MPU3HAK — XPOHUYECKUN KaHOMOO03 KOXWU U CIU3UCTbIX ODOrovek
(Yawle B Bo3pacTe A0 2 fneT), Bcried 3a KOTOpbIM pa3BMBalOTCA rmnonapaTtnpeos
(yawe po 7-9 net) v nepBuyHasa HH (vawe go 12 nert). Knaccuyeckum
KNMMHNUYeckun kputepun amarHoda AlC 1-ro TMna — Hanuuue AOByX U3 TpexX
3aborneBaHU:

>
>
>

XPOHWYECKOro KaHaua03a KOXKM U CITU3NCTbIX 000N0oYeK;
rmnonapaTmpeosa;

XpoHudeckon nepsnyHou HH. Ecnn y naumeHta mmeeTca pPoAOCTBEHHUK
nepBo JMHUWU C YCTaAHOBMEHHbIM AunarHo3dom AlC 1-ro Tuna wnu
XapakTepHbIMW €ero cumMnTtoMamu, OOCTaTOMHO OAOHOro U3 TpexX
nepevYncrieHHbIX NPU3HaKoB.



[lononHUTenbHbIe NPU3HaKW.

Y naumeHToB ¢ AlC 1-ro Tmna BO3MOXHbI:
aroneuus ;

Manbabcopbuuns ;

AUT;

nepHuunosHasa (B1l2-gedununtHas) aHeMus;
CO 1-ro Tuna;

NepBUNYHbIN TMMNOrOHAAN3M;
ayTOMMMYHHbIN renaTuT,

BUTUIMUIO , ceable BOSIOCHI;
KEPaTOKOHBLIOHKTUBUT, CYXOW KepaTuT;
avcnnasma 3ybHom amanu,
rmnonna3sns HOrTeu;

acnneHua (rmnocnneHus).

V.V YV VYV YV VY YV VYVYY



HoBble cuMmnTOMBIl 3aboneBaHus

MoryT NnpnucoeanHATLCA Ha NPOTSAXKEHUN BCEWU KU3HW.
[lepmnogbl mexay BO3HUKHOBEHMEM HOBbLIX CUMMMTOMOB
MOIFYT COCTaBNATb OT HECKONIbKUX MecdueB Ao
HECKONMbKMUX OeCATKOB neT. Peokne KnMHUYecKue
nposierneHunsa y nauneHTtos ¢ AllC 1-ro Tuna:

» BaCKYyIUTLI;
» remonutunyeckas aHeMus;
» peBMaTOMOHbIN apTPUT,

» TyOynouHTepcTuymanbHbIn HEPPUT C pa3BUTUEM
XIH;

» MeTadusapHas aucnnasus.



AlNC 2-ro tuna

[lepBble cumntombl  AlC 2-ro Tmna oB6bIYHO
pa3BuBatoTca nocrne 20 net. OCHOBHbIE KIMMHUYECKUE
KpUTepuun. codetaHne nepeuyHon XHH, XxpoHn4yeckoro
AUT n CL 1-ro tTvna. KpanHe peako ayToMMMYHHbIU
npouecc npmMBOOAUT HE K HeOOoCTaTOYHOCTU, a K
noBbileHUo yHkumn LXK, passutnio gudpdysHoro
ToKcunyeckoro 3o06a. Npun AlC 2-ro Tuna takke mMoryT
OblTb  CMMMTOMbI  @yTOMMMYHHOINO  MOPaXXeHus
HE3HOOKPUHHbIX OpraHoB — Llenmakuu,
NepPHNLMNO3HON aHEMUIN, anoneyunn n ap.



[lnarHoCcTUKa

AHamMHes3

Cneoyer YTOYHUTL CEMEWHbIN aHaMHE3.
AyTOMMMYHHOE nopaxeHue OpraHoB
OObIYHO pa3BMBAETCS MOCTENEHHO, HOBbIE
CUMMNTOMBI MOTyT BO3HMKATb Ha
NPOTAXEHNN BCEN XKU3HU, MOITOMY UCTOPUS
3aboreBaHnst ABNSAETCA BaXXHbIM 3BEHOM
CBOEBPEMEHHOWN ONArHOCTUKMN.



dusukanbHoe obcneaosaHue

N3mepeHne pocTta, macchl Tena (0CObEHHO Yy AeTEN N NOAPOCTKOB)
OoTpakaeT afeKkBaTHOCTb 3aMeCTUTESIbHOW Tepanun U TAXECTb
TeveHuns AllC.

OueHka nosioBoro pasBuTUSA AOMKHa ObITb NpoBedeHa Mo LKane
TaHHepa.

OueHKka KOXHbIX TMOKPOBOB MO3BOSMIAET BbIABUTL  BUTUNUIO
(oennurMeHTUpoBaHHbIE NATHA), Hanu4une nMrMeHTaunm
(xapaktepHbl gna HH), 6bnegHocTb (nNpu3Hak aHemuun), CyXOCTb
(BO3MOXXHOE MPOSABIEHNE TNMMNOTUPED3A).

Heobxognmo obpaTuTb BHMMaHUE Ha COCTOSAHME HOITEW, BOSIOC U
CINMU3UCTbIX obornoyek (ans BbIABNEHUA CUMMTOMOB
KOXHOCITM3UCTOro KaHango3a v anoneymn).

[TonoXnternbHble CMMNTOMbI XBOCTeKa U Tpycco xapakTepHbl Ans
rmnokanbymemMmmm n MoryT CBMOETENbCTBOBATL O rmnonapaTmpeose.



>

>

INNabopartopHble uccnenoBaHuUs

[Mnonapatnpeos. OueHMBalOT YpPOBEHL KanbLua WU
MOHU3NPOBaHHOIO Kanbuus, docdgopa wn [T B
nnasme KpoBMu.

HH. OueHuBaloT copgepXaHWe WOHOB Karnusa Wu
HaTpuda, kKoptusona wn AKTI, APl B KkpoBu. Ha
OOKIMMHUYECKOM 3Tane nMnpUMEHSAIT CTaHOapTHbIN
TECT C OnpeaeneHnem KopTtmsona A0 W nocne
BBEOEHUS CUHTETUYECKOro aHanora AKTT.
[lpeonoyteHne oTOaloT TETpaKo3aKTuay KOPOTKOro
ONENCTBUA, HO MOXXHO NPUMEHSITb "
NPOSIOHIMPOBAHHY POPMY (CUHAKTEH-AENO).

[ MnoTupeo3. BbiaBnawT nosbieHWe ypoBHA TTI B
coYeTaHun ¢ HU3KMM 3Ha4vyeHnem cesoboaHoro T4 .




PyHKUMM nonoBbiX Xene3. OuUEeHKYy MNpOBOOAT "Ha "OCHOB
nameperHusa yposHs JII, OCI (pe3ko MoBbIlEHbI MPU NEPBUYHOM
rmrnoroHagu3me), TeCTOCTEPOHA, 3CTpaaunosa (CHUXEHDI).

HepoctatoyHOCTL FOpMOHA pocTa. Y AeTen C 3adepXKom pocTa
npoBoaAT ctaHgapTHble CTI-cTuMynupytoLwne TecTbl.

C[H. MNpoBogaT onpeneneHne ypoBHSA [MIOKO3bl B MNiasme KpPoBW,
rMUKO3UNMPOBAHHOIO remMornodbnHa U ctaHgapTHbIA nepopanbHbI
TEeCT TONepaHTHOCTM K FMoKOo3e.

Y DyHKUNK neyYeHun. OnpepgenstoT aKTUBHOCTb -
rmytamunTtpadcnentungasel, AJIT, ACT, LW® wn BbINOMAHAT
npotenHorpammy. <« Bl2-pedununtHaa aHemuda. [lpoBogar
KNMUHUYECKNUN aHanm3 KpoBu.

AyTonmMmyHHasa npupoaa 3aboneBaHus. [MokasaHo uccrnegoBaHue
ayTOaHTUTEN K oOpraHaMm-MulLleHaAM. B peanbHOM KNUHUYECKOW
NpakTUKe OOCTYMHbI NNLLIb HEKOTOPbIE U3 3TUX UCCIEeA0BaHWUIA:

K MUKpOCcOMarsibHOW Tuponepokcuaase un K peuentopy TTI B LDK;
GAD-, ICA-, IAA-kneTok [TDX.



» MeTtoabl MOneKynsapHO-reHeETUYEeCKON ANarHOCTUKM
» OnpepgeneHne wmytaumn reHa AIRE He TonbKo

noaTBepXKaaeT yKe YCTaHOBJIEHHbIV Ha
KNMMHUYECKOM 3Tane auarHo3, HO W Mo3BonsdeT
NOCTaBUTb npaBUIIbHbIN anarHo3 no

dbopMUpPOBaAHNUA TUMTUYHOWU KIMUMHNYECKOU KapTUHbI.

» [OHK-gnarHoctnky AlNC 1-ro tMna pekomeHaytoT
BCEM MauUMEHTaAM C XPOHUYECKMM KaHOWUO030M
KOXW U CNU3NCTbIX 0D0NoYeK, rurnonapaTtnpeosom u
HH HeycTaHOBNEHHOM 9TUOMIOMMK, a TaKXe
bpaTtbaAM M cecTpam naumeHTa.



YV VY

MHCprMeHTaJ'I bHbl€ NCCI1leA0BaHUNA

Y3/ OprowHoM nonoctu (Ans BbIABNEHUA TIPA
renatuTa U umpposa nedenmn) n LK.

J30dharoracTpoagyoageHOCKonums (Ans BbISABIIEHUS
ractputa, 33odgarnta, TrpubKOBOro  rMopaKeHus
CnmancTomn obonoYkn BepxHux otaenos XKKT).

MPT wn KT ronoBHoro w™mo3ra (4ng BbISABNEHUS
NPU3HaAKOB ruvnonuTymtapmamMa W KanbuUMHATOB —
cuHgpom dapa).

PeHTreHorpadpmsa kuctem (Ons OLEHKM KOCTHOIO
BO3pacTa Y AeTEN C 3a4EPXKKOMN pocTa).

lobble  HeobxoouMMble B KOHKPETHOM  criy4vae
nccnenoBaHus.



NuddepeHumanbHaa AMarHoCcTuka

13BECTHbI HECKONbKO HacreacTBEHHbIX 3aboneBaHuu,
KOTOpble NPoABNAOTCA (B TOM 4YuCrie) MNONU3HOOKPUHHOW
HeOOCTaTOYHOCTbHO.

CuHapom IPEX (Immune dysfunction,
Polyendocrinopathy, and Enteropathy, X-linked) — X-
cuensieHHada NonuaHOoKpuHonatua ¢ UMMyHoa4ePULMTOM
n anapeen. 3aborneBaHne xapakTepHO ANS Manb4UKOB,
TaK Kak Hacrnegyetcda no X-cuensieHHOMY peLecCMBHOMY
TMNY U MaHuecTnpyeT B Nepnoa HOBOPOXJEHHOCTN.



TunnyHble nposasneHna IPEX-cnHaopoma:

< TAXKenaa sHTeponaTtusa ¢ Anapeen u
HapyLUeHNEM BCaCbIBaHUS;

< ayToumMmyHHbIn CL;

<+ TMNOTUPEODS;

< remonuTn4eckass aHeMus;
<> 9K3ema;

<> UMMYHOOEMULIAT.



[TaumeHTbl normbatdT B TeYeHue MnepBoro roga
XU3HW  NpuM  OTCYTCTBUM  MMMYHOCYNPECCUBHOW

Tepanuu.

CuHopom  KepHca-Cempa —  3aboneBaHue,
cBA3aHHOe ¢ naTtonornen mmtoxoHapuanosHon OHK.

Ero npusHaku:
<> opTanbmonnerus;
<> MUTMEHTHAaA AereHepauna ceT4yaTKu;

< nporpeccupyrowias crnaboctb MNpoKCUMarsibHbIX
MbILLLI KOHEYHOCTEMN.

Q10T CUHAOPOM MOXET CONpPOBOXOaTbCH
rmnonapaTtupeos3om, C[1, runoroHagn3mom.



CuHppom POEMS

CuHgpom POEMS (Polyneuropathy — nonuHeBponaTus,

Organomegaly — opraHomeranus, Endocrinopathy —
9HOoKpuHonatuda, Multiple myeloma — MHOXecTBeHHas
Muenoma, Skin —rnopaxeHua Koxu) — 3abofieBaHne co

cnegyrowmmMn CUMNTOMaMM:
<> NporpeccupyoLlen nonmHenponaTtuen,
<> opraHomeranuemu,
<> 3HOOKPUHHBIMK HapyweHnamu (CL, runoroHagnsmom);

> MOHOKJTOHaIbHOW raMmmanartuemn (MnenomMmHou
6ores3HbIo);

<> USMEHEeHUAMU KOXMN.



CuHapomMm Bonbhpama %

CuHgpom Bonbdpama (cnHapom -
DIDMOAD — Diabetes Insipidus, Diabetes
Mellitus, Optic Atrophy, Deafness —

HecaxapHoe MOYEN3HYPEHME, ca,
atpodoma 3H, rnyxota) — pegkoe
HacneacTBeHHoe 3aboneBaHue, nns

KOTOpOro xapaktepHo codvetaHme CI w
HecaxapHoro [auaberta, atpodpum 3H,
HENPOCEHCOPHOU TYIrOYyXOCTMW.



HCYNUHOPE3UCTEHTHOCTL TUNa B

MHCcynunHope3nucteHTHOCTL TMNa B — pepgkoe
3aborneBaHue, XapaKkTepHbIMU NPOSABNEHNAMMU
KOTOPOro ABMAKOTCS MHCYNUHOPE3NCTEHTHOCTb

BCNeagcTBMe TMPUCYTCTBUA aHTUTEN K peuenTtopy
MHCYNMUHa, acanthosis nigricans  (4YepHerowunmn
akaHTo3), a Takke Jpyrme  ayToOMMMYHHbIE
3aboneBaHnss  (Hanpumep, cuHgpom  LlerpeHa,
anoneuus), BUTUNUIO, CUCTEMHAA KpaCHasa BONYaHKa,
ANT. [NaHHbIN BapuaHT WHCYNMHOPE3NUCTEHTHOCTHU
MOXeT nposaenateca Kak CL, Tak u  TaXenbim
r’MNOrMUKEMNYECKUM CUHOPOMOM.



JleyeHue

JleueHne CUMNTOMAaTUYEeCKoe. OCHOBHbIE
NPUHUUNBI T€ Xe, YTO U AN U30NMMPOBaHHbIX
dopm 3aboneBaHun. HekoTopble 0OCODBEHHOCTU
reyeHmnst obycrnoBrieHbl COYETAHMEM MaTONOrMu
HECKOMNbKNUX OPraHoB N CUCTEM.

» [lpn opgHoBpeMeHHOM BbigBneHun HH w
rmnoTmpeosa HeobxoamMmo, B MepByO o4vepepb,
obecnevnTb 3T [MOKO- "
MWUHEpanokopTukongamum. OagHako 3T
NIEBOTUPOKCUHOM MOXET YCYryouTtb SABMNEHUS
HekomneHcupoBaHHon HH © npuBectn K
Pa3BUTUIO OCTPOro agpeHanoBoro Kpuaa.




> [Ina ne4yeHma runonapatupeosa MNPUMEHSIOT

npenapatbl MTMOPOKCUNMMPOBAHHOIO BUTaMmHa D
n Kanbums. [osbl nogdbupatoT nHaMBUAYyanbHO
Ncxoaa U3 YpoBHS KarnbLmst KPOBW.

» [ noKokopTMkonabl yrHeTatoT abcopbuuto

Kanbuma B KUWIEYHUKEe. IOTO Heobxoammo
yunTbiBath Y nauneHtoB ¢ AllC 1-ro tuna (npwu
coyeTaHun runonapartmpeosa u HH). Ecnun vy
naunMeHTa c runonapartmpeo3somMm MOopMuMpyeTcad
HH, TO ypoBeHb Kanbuna B KPOBU MOXET B ITOT
MOMEHT OTHOCUTENbHO BO3pacTartb, a [do03a
BUTaMmnHa D — cHmXaTbCA.



» B Taxenblx cnyvyasax cuHgpoma Marnbabcopbuunu

MOXET BO3HUMKHYTb HeobxoOAuMMOCTb MNPUMEHEHUSA
BbICOKMX 003 npenapartoB BHYTPb (Ha dpOHe OMETHLI C
orpaHNYeHnEM XNPOB) N bepmeHToTEPanun. B peakux
criydasx npuxogutca npuberatb K napeHTeparbHOMY
BBEEHUIO Npenaparos.

[1nsa neyeHnsa KkaHOMO03a KOXM N CITN3UCTbIX 000oYek
HasHayalT donykoHasosn. HexenatenbHO MPUMEHATL
KETOKOHAa30sl, MNOCKONIbKY OH  YrHeTaeT CUHTE3
CTepoMOHbLIX TOMOHOB B HaAmnmoyYevyHMKax M MNOJoBbIX
Xernesax WM MOXET  cnpoBouupoBaTb  OCTPbIN
agpeHanoBbIn KpuU3.



[lanbHeWUlwee BeaeHue

[launeHTbl OOJ1KHbI HaxoOUTbCH noa
HabnogeHNeEM BpayvyasHOOKPMHOOra U NPOXoanTb
perynsapHole obcrnegoBaHust (1 pa3 B 6 Mec) B
uensax oOHapyXeHust  BHOBb  MNPOSIBUBLLUNXCS
HapyLleHUX Anga nx cBoeBpeMeHHOU KoMNeHcaumm
N NpeaoTBpaLleHna pa3BUTUA OMaCHbIX AN XXU3HU
COCTOAHUWU, CBA3AHHbIX C OCTPOMN MaHUgecTauneu
HH, runonapartupeosa, CL.



CMHOAPOM MHOXXECTBEHHbIX
SHAOKPUHHBIX HEOMJTASUU 1-ro TUMA

CUHOHMMBI: cuHOpoOM Bepmepa — CUMMNTOMOKOMIMIIEKC,
OOYCNOBMEHHbLIA OMNyXonsMn WK runepnnasnsMm B  OBYX
9HOOKPUHHBLIX oOpraHax W ©Oonee. B 3aBucuMocTn OT
reHeTU4YEeCKOM OCHOBLI 3aboneBaHnUAa U CoYeTaHNS NopaKeHUn
BHYTPEHHMX OpraHoB pasnuyalT HECKONbKO BapuaHTOB
cuHgpomoB MOH. lNpu cnHgpome M3H 1-ro Tuna Hambonee
4acTo nopaxaltTCsA OKOMOLWUTOBUAHbIE Xene3bl, OCTPOBKU
NaHnrepranca [PK un  knetkm  ageHormnodgwmnsa. O
HacneacTBeHHOM cuHapome MOH 1 MOXHO roBopuTb TOraa,
Korga y naumeHTta ¢ OaHHbIM 3aboneBaHMEM €eCTb XOTS Obl
OOWH pPOACTBEHHWK NEepBON JIMHUM C OOHOW U3 ONyXOJewn,
XapaktepHou anga cuHgpoma MOH 1.




CKPUHUHT

WccneoywT naumeHtoB € cuHapomom MOH 1 u wux
POACTBEHHUKOB NEPBOU NTMHUN.

ExxeropHo onpegensawT OuoxXxumMmuyeckne n ropMoHanbHbIE
nokasaTesnm KpoBW:

<> NOHU3NPOBAHHLIN Kanbuuin (nocne 8 ner);
< [Tl (nocne 8 ner);
<> raCTPVH N MHCYNUWH HaTowlak (nocne 20 ner),

<> XpoMorpaHuH A v naHkpeartnyeckun nonumnentug (nocne 20
ner);

<> nponaktnH n NOP-1 (nocne 5 ner).
MHCTpyMeHTanbHbIE UccnegoBaHms npoeoaaT 1 pas B 3 roaa.

< MPT ronosHoro mo3sra (nocne 5 nert). < CkaHupoBaHue
Tena c In-DTPA-okTpeotugom (nocrie 20 ner).



STUONOrMA U NaTtoreHes

[lpyymHa  BO3HUKHOBEHMS cuHapoma MOH —  reHeTuyeckue
repMmHanbHble MyTaumm reHa MENI1, oTBevarwwero 3a nogaBlieHUe
pPOCTa ONyXOsrieBbIX KIETOK W JioKanuayrLwieroca Ha Xxpomocome 11
(11913).

B 6onblInMHCTBE cny4YaeB BO3HUKAKOT repMuHanbHble myTtaummn (95%),
OOHaKO criopaanyeckn obHapyxmBaloT U comaTtudeckne. OTCyTCcTBME B
reHe MEN1 onpegensemon wMyTauum cCBUOETENLCTBYET nuMbo O
HECOBEPLUEHCTBE UCMOSIb3YEMbIX TEXHOMOMMKU, NMb60O 06 MHaKTUBaLUK reHa
HEMYTUPYIOLLMMU MexaHn3Mamum, Hanpumep, MEeTUNMMpoBaHnemM
onpegeneHHoro permoHa reHa MEN1 (Takon MeXaHU3M
rmnepmMeTMnmpoBaHmna npomortopa reHa VHL nexut B oCHOBe pa3BuUTud
cuHgpoma QoH  Xunnens—JlnHpay). BcneacteBue  BO3HUKHOBEHUS
HacneacTBEeHHbIX MyTaLUW ONyXOnu NOABMSAKTCA B paHHUE rodbl XU3HU U
nopaxkarloT HECKOSIbKO OpraHoB, oOpa3sysi MHOXECTBEHHble OMyXosieBble
oyarm B OOHOM opraHe. CuHOpPOM Hacrneoyetca Mo  ayTOCOMHO-
OOMUHAHTHOMY TUMy.



KnuHu4yeckas KapTuHa

HoBOOOpa3oBaHUS, XxapakTepHble ansa cuHgpoma MOH 1
‘unepnnasmsa Un1 onyxosrim OKONMOLMTOBUAOHbIX Xenes.
'laHKpeaTnyeckne aHOOKPUHHBbIE OMYyXOIM.

<> [acTpmHoma.

< NNHcynuHoma.

< Onyxonb n3 PP-kneTtok.

<> [MokaroHomMa, Onyxosib U3 KIETOK, BblpabaTbiBaOLLINX
Ba30OMHTECTMHAlbHbIA NenTug, comaTocTaTuHoOMa.

< HedpyHKUMOHMpYIOLWKME onyxonu (CryvyanHble HaxoOkn).




Onyxonu runodgwuasa.

<> [NponaktnHoma.

< CmewaHHas (nponaktuH + CTTI).

<> ComaTtoTponnHoma.

<> [OpMOHanbHO-HeaKTUBHAsA OMNyxofib.
<> KopTukoTponmHoma.

<> TupeoTtponnHoma.

KapunHongHble onyxonu.

< Onyxonu Tumyca.

< BoHXnanbHbIN KapumnHoua,.

< Onyxonu XKT.

Onyxonun Kopbl HAANOYEYHUKOB (FOPMOHAIIbHO-HEAKTUBHbIE).
< JImnomoil.

< JlnueBblie aHrMOPNOPOMBI.



» [vnepnapatnpeo3 — ogHO K3 Hambosriee pacrnpoCTPaHEHHbIX U

paHHUX nposerneHun cuHgpoma MOH 1, pasBuBatloLlerocs
00bIYHO B Bo3pacTe 20-25 net. XapakTepHbl NMopaxeHne Tpex
NN BCEX YETbIpEX Xene3, bonee MArkoe TevyeHue, He CTOsb
3Ha4YUTENbHOE YBENMUMYEeHUe coaepXaHUs Kanbuuda, Kak 3TO
OTMeYaloT Npu cropagnyeckmnx cryyasx.

MaHndeCcTHbIE CMMNTOMbI rOpMOHarnbHoOW runepcekpeumn H30O
[TK npu cnHgpome M3OH 1 obbivHO nosiBnsatoTca B Bo3pacTte 40
NeT U cTapule, XoTa C NOMOLLBI DUOXMMUYECKUX NCCIeaoBaHUMN
N BU3yanu3auUUOHHbLIX  METOOAMK  MOXHO  ODHapyXWUTb
beccMMNTOMHbIE OMYyXONnU YXXEe B TPETbEN [OeKade XU3HW.
XapaktepeH MYNbTULUEHTPU YECKUM POCT, MOryT OblTb Kak
MUKPOAAEHOMbI, MaKpOadeHOMbl, TakK W WHBa3WBHble U
MeTacTasupyrouwmne KapumHoMbl.



Onyxonn rmnogpusa npn MOH 1 pocturaot 10 MM u
bonee (MaKkpoageHOMbI). Yalue BCTpeYaloTcs

NPONaKTUHOMbI, XOTA ONnMcaHbl BCE BUAObI OMyXOriewn
rmunodusa, Kpome WUCTUHHOW TrOHAA4OTPOMUHOMBI. [lo4TK
BCE KapuuHouaHble onyxonu, BCTpeyatlolmeca B cocTaBe
cuHopoma MOH 1, npoucxoOoaT w3 BepxXHero otaena
KNWWEYHOW  3MOpuoOHanbHOM  Tpyokn. Y  MYX4YKH
BCTpeYatoTca NpenmMyLlecTBEHHO KapLuMHOUOHbIE ONyXOoNnn
TUMYyCa, POCT KOTOPbIX A0 nocrnegHeu crtagun MOXET
KNMUHUYECKN He nposaBnatbcda. Onyxonu TumMmyca Mnpu
cuHapome MOH 1 pacTyTt arpeccmBHee No cpaBHEHUIO CO
cnopagnyeckumuy cnydyasamu. Y XeHWKH valle BO3HUKaeT
bpoHxmManbHbIN KapuuHouna. Ons paHHen [OuarHOCTUKK
KapunHonga 6poHxoB M Tumyca Heobxoaumbl KT wunu
MPT opraHoB rpyaHOU KNeTKU U cpegoCcTeHUs.



[Mpwn racTpockonuu MOXXHO cny4yanHo ODHapyXnNTb
MHOX€ECTBEHHbIe KapuMHOUOHbIE OMyXonn pasmepomMm meHee 1,5

CM B avameTpe, npoucxoastiue n3
9HTEpoXpoMadPPMHONOAOOHbIX KneTok 2-ro Ttuna. OnucaHbl
OnyXxonn Kopbl HadnoyYeyHukoB, AOuddy3Haa U Yy3erkoBas
rmnepnnasusa n gaxe KapuuHomMbl. B OonblUMHCTBE criy4yaes
rnopaxeHne [OBYCTOPOHHeE, He BIUAIOLLEE HA TFOPMOHASIbHYHO
aKTUBHOCTb. Jlunombl (KOXHble W BUcUepanbHble) O0ObIYHO
MHKaNCynupoBaHHble W  MYINbTULUEHTPUYECKNE, nocre ux
yoaneHua peuuamBbl, KakK npaBuno, He BO3HUKAKT. [ns
cuHopoma MOH 1 xapakTepHbl MHOXECTBEHHblE NULIEBbIE
aHrmocubpombl, B  MOMOBMHE  CnyyYaeB  BO3HMKAET 5
aHrmopmopom wn 0Oonee. YacTo nosIBNAKTCS KOrnnareHOMbI.
Onyxonn KOXHbIX TMOKPOBOB MOryT ObiTb NpeaukTopamMmu
pa3sutns cuHgpoma MOH 1 oo dpopmmpoBaHusa pasBepHYTOU
KITMHNYECKON KapTUHbI 3aboneBaHus.



[lnarHocTumka

[lnaH obcnegoBaHMAa 3aBUCUT OT TeX »Kanob
N KINMHUYECKUX  NPOSABMEHUN, KOTOPbIE
nverTca Yy nauueHTta. [lpun reHeTn4decku
noaTBepXxgeHHomMm cuHgpome MOH 1 wn/unn
npn  MaHUPECTHOM  MNOPaAXeHUNn  OBYX
OpraHoB HeobxogmMmo wuccregoBaTtb Apyrne
MecTa, nopaxawLwmecsa Haunbornee 4acTo,
ONA  paHHEero BbIABMEHUS W HaA3HA4YeHUS
neyeHus.



dusukanbHoe obcneaosaHue

Kanobbl 1 aHamMHe3 3aboneBaHus, JaHHbIE
donsunkanbHoro obcnegoBaHust, Kak npasuno,
HUYEM He OTNNYalTCs OT TaKOBbIX MPw
cnopagunyecknx dopmax. Heobxognmo
YTOYHUTD, eCTb nm y naumeHTa
POACTBEHHUKN C KaKUM-NMOO N3  3TUX
9HOOKPUHHBbIX 3aboneBaHnn.



INNabopartopHble uccnenoBaHuUs

[MnepnapaTtnpeos

» KOHUeHTpaumMsa WOHU3MPOBAHHOIO Kanbuua W docdopa B
CbIBOPOTKE KPOBMU.

CopepxaHue MNTI B kpoBW.
HenpoaHOOKPUHHbLIE OMyXOonu
KoHueHTpauma ractpuHa n MHCYNuUHa B KPOBW HaTOLLAK.

CogepxaHue  XpomMorpaHmHa A UM NaHKpeaTU4ecKoro
nonunenTuaa B KPOBMW.

Onyxonu runodguaa

CogepxaHue rnponaktuHa (Hanbonee 4acTto BCTpevatowmecs
npu cuHgpome MOH 1 onyxonu runodusa — NponiakTUHOMbI).

» KoHueHTpauusa opyrmx ropMoHoOB rmnogpmsa — no rnokas3aHuam B
3aBUCMMOCTU OT KINMMHUYECKOWN KapTUHbI 3aboneBaHuns.

YV V V V

YV V



MHCTpyMeHTanbHblE UCccnegoBaHus
> Y3U okonowmnToBUOHbIX Xenes.

» CKaHMpoBaHMEe OKOJSIOWUTOBUOHBLIX Xenes C
n3otonom texHeuunsa (99mte).

» CKaHunpoBaHue Bcero Tena c¢ In-DTPA-
OKTPEOTUAOM.

» Y3 opraHoB OptrowHOW  MNOMNOCTU U
3a0pIOLLMHHOIO NPOCTPAaHCTBA.

» JHOoY3W nogxenyaoo4Hou xenesbl.
» MPT ronoBHoro moasra.



[eHeTu4Yeckue uccneaoBaHuUsA

[ eHeTn4yeckyo OMNarHoCTUKy onsa BbIABEHUSA
repMmuHanbHbIX MyTtauum reHa MEN1 cnegyet npoBoauTthb Yy
nmu:

> C OBymMss un Oonee onyxonsMu, XapakTepHbIMM ON4
cuHgpoma MOH 1;

» MHOXECTBEHHbIMU OMyXONsAMU OKOJSIOLLUMTOBUOHBLIX XEres
(y naumeHToB monoxe 30 ner);

> WCTMHHbIM PeuuguMBOM MEPBUYHOrO runepnapaTupeosa
nocne yga4yHoro ornepaTtMBHOIO NEYEHUS;

» TracTpuHOMOWN WM MHOXXECTBEHHbIMU MaHKpeaTUn4eCKUMu
onyxonamu (y naymeHToB Ntoboro Bo3pacra);

» CEMEWHbIM N30NTMPOBAaHHLIM rMnepnapaTMpeo3om.



JleyeHue

Lienn
» JlnkBnagaumsa onyxosieBbiX o4aros.

» Koppekuna ropMoHanbHbIX HapyLUEeHUN.
[ loka3aHusa K rocnutann3auum

» BblinonHeHne anarHOCTUYEeCKunXx
MEepPONPUATUNA Y NALMEHTA B TAXKENOM
COCTOAHUMN.

» OnepaTtmBHOE fie4YeHune.



MeaukamMeHTO3HOe U XUpypruvyeckoe nevyeHue

CornacHo MexayHapoOHOMY KOHCEHCYCy MO [OWarHOCTUKE W
neyeHnto cuHgpoma MOH 1 ogHOBpEMEHHO (CUMYIMbBTAHHO) C
napaTUpeouasaKTOMMUEN  BbIMOSHAKT  NpedernbHO  cyOToTarbHYo
TUMYCOKTOMUIO. YOASIEHHYIO TKaHb OKOJSIOLLUMTOBUOHOW Xenes3bl MOXHO
COXpaHUTb AN BO3MOXHOW nocneayroulen nogcagky npu passutun

TAXEenoro rmnonaparupeosa. HeT eguHoro MHeHud
9KCMEPTOB, KakKMM [OOMMKEH ObiTb NEPBUYHbIN  METOO NeYeHus
racTpuHomM npu cuHgpome MOH 1 — XuUpypruyeckum unu

MeOWKaMEHTO3HbIM.  XUpypruyeckoe JiedeHue racTpmMHOM  Mpu
cuHgpome MOH 1 penko bbiBaeT ycneLwuHbIM.

XUpypruyeckoe rnedeHue nokasaHo U OOblMHO 3PPEKTUBHO MNpU
NHCYNMHOMaxX U apyrux naHkpeatndyecknx HIO (Kpome racTtpuHoOM).
UeTKMx MapKepoB 3110Ka4eCTBEHHOCTU U/UNU CTeNeHN pucka pas3BUTUS
peungmBa nocre npoBedeHHOro onepaTMBHOINO BMellaTeNibCTBa He
CYLLEeCTBYET.



[lanbHeWlwee BeaeHue

YyutbiBas BO3MOXHOCTb peunanBa
ONyxoJien N BbIABNEHUA NopaXXeHUn gpyrmux
OpraHOB B TeEYeHMEe XWU3HWU, NauUneHTbl C
cuHapomoMm MOH 1 pormkHbl HaxoguTbCH
noa ONNTENbHbIM OANHAMUYECKUM
HabntogeHnem. CneagyeTr NpoBOoAUTb Takoe
Xe obcrnegoBaHme, Kak U rnpu CKPUHUHTE.



CHOPOM MHOXECTBEHHbIX
SHOOKPUHHbLIX HEOIMNA3UW 2-ro TUMA

CUHOHUMBI: CUHOPOM MHOXXECTBEHHbIX 9HOOKPUHHbIX
onyxosien, cuHgpom Cwunnna (CUMHOAPOM MHOXECTBEHHOM
9HOOKPUHHOW Heonnasuu 2a Tuna), cuHapom [opneHa
(CMHOPOM MHOXXECTBEHHOW 3HOOKPUHHOM Heonnasunm 20
TMna).

Cungpom MOH obbeauHsieT rpynny 3abonesaHunim,
XapaKTepU3yoLLNXCS Pa3BUTUEM Onyxosnu n/nnm
rmnepnnasmn (Andopy3Heble, y3€enkoBble) KIeToK
HEWpPO3KToAepManbHOro NPOUCXOXOEHUSA B  ABYyX
9HOOKPUHHbLIX opraHax u 0bonee. [MOCTOAHHbLIM MPU3HAK
npn cuHgpome MOH 2 — wmegynnsapHein PUDK —
obHapyxuBatoT B 97-100% HabnoaeHun.



Couetanne megynnapHoro PLUDK, dpeoxpomoumntomel n
NOpPaXXeHUa  OKONMOLUMTOBUAOHbLIX Xefne3  OTHOCAT K
cuHgpomy MOH 2a (cuHgpomy Cwunnna). CodetaHue
MeaOynnapHoro PLLX, dbeoXpoOMOLIUTOMbI 7
MHOXXECTBEHHbIX T[AHIMMOHENPOM CIIM3NCTON 0OD0NOYKM
XXKT otHocaT K cuHgpomy MOH 20 (cuHapomy [oprieHa).
Y naumeHtoB ¢ cuHgpomom MOH 26 oTtmevator
MapdaHonoaobHyo BHeLWHOCTL. Peakue BapuaHtel MOH
2a BKINOYaKT CEMEUHbIN U3ONMMPOBAHHbLIM MeaynnapHbIn
PLLX, KoXXHble amunongHble nuxeHNukauun, araHrnmos
KULLIKWA,



CKPUHUHT

[ eHeTn4eckmne NccregoBaHuA.

Bce cnopagounyeckne HabnwogeHnss meaynnapHoro PUPDK gormkHbl ObITh
npoBepeHbl Ha RET-myTaumio. Heobxogmumo npoaHanmanpoBaTb 3K30HbI
10, 11, 13, 14, 15 n 16. OcobeHHO BaXHO mccnenoBaTb 3K30HbI 13, 14 un
15, TaKk Kak MyTauum B 3TUX 3K30HaxX — Hauboree BepodATHas npuynHa
meaynnapHoro PLXX ¢ HM3kOM NeHeTpaHTHOCTbI (PEeOXPOMOLUTOMBI.
Ecnn gnarHocTuka v B 3TOM criydae oTpuuartesibHa, TO AOMMKHbl ObITb
nccnenosaHbl octaswumeca 15 23k3oHoB RET. Kputepun pagmarHosa
CEMENHON wun3onmpoBaHHOM dopMmbl MeaynnspHoro PUPK: 6onee 10
POOCTBEHHMKOB B nNpefenax oOOHOM CceMbW, YacToe nopaxeHue
bonbwurHCTBa BOMbHLIX B ceMbe cTaplue 50 reT, ycrnewHble pesynsraTtbl
nedyeHnsi (ocobeHHO B cTapwen Bo3pacTHom rpynne). OwunboyHoe
3aKn4yeHne O Hanmnymm Un30nNUPOBaAHHOIO CEMEWHOro MenynnsapHoro
PUIDK BmecTo agekBaTHOro nogo3peHuda Ha cmHgpom MOH 2 onacHo ums-
3a OTCYTCTBUSA HACTOPOXEHHOCTMN B OTHOLLEHNN DEOXPOMOLIUTOMBI.



HeakTnBHble MyTauun reHa RET OTBETCTBEHHLI

yeM 3a rOoSIoBMHY HAbMNOEHUN CEMEWHOro BapuaHTa
bonesHn [wupwnpyHra. Peaokoe codyetaHne MOH 2a u
bonesHu [mplunpyHra BO3HUKAET NMpu MyTaunsax KOOQOHOB
609, 618 n 620. Kpome TOro, 6onesHb [MpLUnpyHra MoXxeT
BO3HMKHYTb Npu MyTaumm B y4dacTkax 9k3oHa 10,
XapaKTEPHbIX ans CEMEUNHOro N30MPOBaHHOIo
meaynnapHoro PUDK. Bcem pgetam ¢ 0OonesHbio
[MpwnpyHra nokasaHo uccnegoBaHWe repMunHanbHOW
MyTauum kKogoHoB 609, 618 u 620 RET. Letn c
raHrMMOHENPOMAaTO30M KULLKN OOIMKHbI ObITb
obcriegoBaHbl Ha MyTaumio KogoHa 918 nogobHo
BO3HUKHOBEHUIO AaHHOM MyTauun npu MOH 26.



[lpoBoOAT aHanumsbl rOPMOHOB nocne
YCTaHOBNEHNA TreHeTU4YeCKOM OCHOBLI cuHOpoMa
0o NOSABNEHNS KIMMHUYECKNX Npu3HaKoB
3aboneBaHuq. OnpepgensatoT cogepaHune
KanbUWTOHMHA B  CbIBOPOTKE KPOBM  MoOCne
CTUMYNALMUN eXerogHo B Bo3pacTe oT 1 ao 35 ner,
3atem 1 pa3 B 1-2 roga. OnpenensatoT cogepxaHme
MeTaHe(PMHOB B CYTOYHOU MOYEe eXerogHo B
Bo3pacTe oT 5 go 60 ner.



[laToreHes

CemenHag npupoaa 3aboneBaHus obycnosneHa
ayTOCOMHOAOMMHAHTHbIM TUMNOM HacnegoBaHWs C BbICOKOW TEeHHOW
NEeHETPAHTHOCTbLIO. bonbLIMHCTBO aBTOpOB oOTMevarT npn MOH 2a
N3MEHEHUST MO TUNy pekombuHaumm B Xpomocome 10, B y4acTke,
PAacCrosIO)KEHHOM OKOMO LUeHTpoMepbl, B obrnacTtu nokyca 10ql11,2. 9ToT
ydactok coaepxut RET-NpOTOOHKOreH, KOOMPYHOLWWA  KNETOYHO-
NOBEPXHOCTHbIM T[MUKOMNPOTEUH, OTHOCALWMUCA K Knaccy peuenTopoB
TUPO3NHKMHA3bI W Urparvlun  ponb B pasBUTUN  FaHMIMOHAPHOU
N1acTUHKN N ee npousBoaHbiX. [NapadonnukynsapHble Knetkn (C-KneTkn)
OMOpPUOSIOrNYECKN NPOUCXOAAT W3 MEePBUYHOM HEBpParbHOW TKaHW.
MegynndapHass  4acTb  HagnodYeyHWKoB —  obrnactb  pasBuUTUA
deoxpomounTOMblI Yy MaunmeHtoB C cuHgpomamn MOH 2  Takxke
nponucxoanT 13 nepBmMYHON HEBPANbHOW TKaHU N UMEET HEUPOKNETOUHYIO
XapaKTEPUCTUKY.



KnuHu4yeckas KapTuHa

YacTto 3aboneBaHne HavynHaeTcs c nposerneHunn meaynnspHoro PLDK.
Y OOnbHbIX BbIABMAAKT MHOMOy3noBOoM 3yTUpeougHblh 300, XOT4
BCTpeYawT W conuTapHble Yyanbl. [1NOTHble YyBenu4eHHble LenHbIe
nuMmdpatmdeckne yanbl CBMOETENbLCTBYIOT O MeTactasax. Knetku
meaynnapHoro PULDK, kpome KanbuMTOHWMHA, MOryT CeKpeTupoBaTb
KOPTUKOTPONWH  (CaMblA  4acCTbll  BapuaHT  MOSIMrOPMOHAalIbHOW
npoayKuun), CEPOTOHMH, Ba30aKTUBHLIA  KULLUEYHbIM  MONUNENTUA,
MENMaHOUNTCTUMYIUPYIOLWMA  TOPMOH, CcOMaTtoCTaTtuH, [-9HOOP(UH,
doakTop pocTa HepBoB, cybcTaHunto P, npocTtornaHanHbl, XpoMorpaHuH A.
Ocoboro BHMMaHUA B OTHOWeEHUN MepynnapHoro PUPK 3acnyxusatoT
npossneHus AKTI-3aBucuMoro runepkoptuumsma 0e3 Bu3yanusauuu
onyxonu runodm3a B COYMETAHMW C  y3/10BbiM  3000M, LUEWNHOW
numdpageHonaTuen. MenynnspHbIU PL>K — BTOpOU no
pacnpocTpaHeHHOCTN UCTOYHUK 3KTonupoBaHHOU AKTI -npoaykuun nocne
OBCHAHOKINETOYHOro paka Jerkux.



[MpnonusutensHo y 25-30% naymeHToB C
pacrnpocTpaHEHHbIMW BapuaHTaMmu MeaynspHoro
PLLX oTMeYaloT BblipaXXeHHY anapelo.
[Mnepmotopuka KKT  MOXeT  NpoABNATbLCH
CnacTU4YECKNMMU bonamu B XXMUBOTE "
KapLuMHOMO0Mnog00HbIMU CUMIMTOMaMMW. [Tpw
NOOO3PEHUN HA 3HOOKPUHHO-3aBUCUMYLO AMapero
o0si3aTenbHO WCCNeAOBaHNE Ha MeOyNNSApHbIN
PLLDXK.



MOH 2:

> nokanunsayms B HaanoYeYHMKax
(BHEHaOMo4Ye4YHNKOBasi HEXapakTepHa);
> MYJIbTULIEHTPUYECKOE nopakeHue B

npegenax OAHOro HaamnoyeyHuka (4alle no
CPaBHEHUIO CO Criopaanyeckumm dopmMmamn);

> 3110KaYeCTBEHHOE MopaXeHne (pexe, 4Yem
npw OPYrnx TUnax reHeTU4eCcKM

0ETEPMUHUPOBAHHBIX heOXPOMOLUTOM);

> pa3BuTme obbi4HO K cepeauHe BTOPOM U B
TpeTben geKkage *XU3HW;



YV VYV

TedyeHne 3aboneBaHUas B BUAE TMMOCTOAHHOM UMK
napoKcmamanbHOMU dOpPMbl Al I3ameHeHuns
OKOMOoLMTOBNAHBLIX Xerne3 npu cuHapome MOH 2a:

rmnepnnasus (Kkak npaBuio, BCEX OKOMOLLUUTOBUAHbIX
)Kernes, C MeHbLUEN YaCTOTOWN BbIABMNSAOT ageHOMbI);

beccuMnTOMHOE NoBbILLEHNE coaepxaHus
MoHn3npoBaHHoro kansuma un MNTI (4acTo);

HanM4ne KaMmHeln B MOYEBbLIBOSILLIEN cUCTEME (4acCTo);

TSXKenble NPosiBNEeHUdA runepnapatnpeosa (4OBOSLHO
peakn).



Y psiga naumMeHToB cyulecTBYyeT accounauua cuHgpoma MOH 2a
c bonesHblo mplnpyHra. KnumHn4yeckme nposiBNeHUa — pa3Butune
HEMNPOXOAMMOCTM Ha PaHHUX CPOKaXx XXMU3HWU. TAXKEeCTb KIMUHUYECKNX
NPOSABNEHUN 3aBUCUT OT NPOTSKEHHOCTU araHrfMMOHAPHOro y4yacTKa
Toncrton kumwkn. Npu cuHopome MOH 20, kpome menynnsapHoro
PUDK wun deoxpomouymtom, obnuratHeli  NaTOrHOMOHUYHBIN
BHELUHUA  NPU3HAK —  MHOXECTBEHHbLIE  TAHIMUOHENPOMBI
CIM3NCTbIX 0bosioYek ryd, nosfiocTn pra, BbISABNSEMbIE HA DOKOBbIX
NOBEPXHOCTAX U KOHYMKE fA3blka, UX AuameTp goxoamT Ao 1 cwm.
[@HIMMOHENPOMBI MOXHO OBHapPYXWUTb Ha BCeM MpoTsxKeHun XKKT
BMJIOTb A0 aHyca. XapaKkTepHa pasfnyHass BbIPaXXeHHOCTb
MapdaHonogoObHON BHELIHOCTU  (YOASIMHEHHbIE KOHEYHOCTU W
nanbubl, rMNepMoODOUNBLHOCTL CyCTaBoB, OonbliMe MeX3yOHble
NPOMEXYTKN, KaK npaBuio, BLIABMAAIOT nporanc MUTParnbHOro
KranaHa).



[lnarHocTuka

dusnkanbHoe obcnegoBaHue Xanobbl WU
aHaMHe3 3aborneBaHus, dU3MKaNbHbIE
NAaHHbIE, KaK NpaBUIio, HE OTNM4YarTCs OT
TakKOBbIX MPU cnopagnyeckux qopmax.
Heobxoanmo  yTOYMHUTL  Hanmuume  y
POACTBEHHMKOB KaKoro-nmbo wmn3 OaHHbIX
9HOKPUHHbIX 3aborieBaHuUn.



INabopaTtopHble uccnenoBaHuUs

MeoynnspHbiu  paK WUTOBUOHOU  Xenes3bl.
OnpeneneHne 06asanbHOr0O WM CTUMYIIMPOBAHHOIO
(mocne BHYTPMBEHHOINO BBEOEHMUA [MOKOHATa Kanbuus)
cogepkaHus KanbuUMUTOHUHA (obszatenbHas
OuvarHoctuyeckad npoueagypa npu nNogo3peHunm Ha
meaynnapHein PLXK). PagukanbHOCTb onepaTtuBHOIO
BMellaTenbCTBa KOHTPONMUPYIOT NOBTOPHbIM
BbIMONMHEHMEM NPOBOKALMOHHOIMO TecTa B pPaHHEM
nocneonepaLnoHHOM nepuoae. [lonoXuTtenbHbIN
pe3ynkraT TecTa C BbICOKOM TOYHOCTbIO YyKasblBaeT Ha
pe3uayanbHyl0 OMyXxoneByk TKaHb WNU HeyOaneHHble
MeTacTasbl MmegynndapHoro PLXK.



« PeoxpomoumToMa. OnpepeneHune
coaepXXaHus METUNMUPOBAHHbIX
NPON3BOAHbIX KaTtexonammHoB
(MeTaHeMpuHa N HOpMeTaHedpuHa) B
CYTOYHOWU MOMe.

* [MnepnapaTtnpeos. OnpepeneHue
COAEpXaHNsT MOHN3UPOBAHHOIO KanbLUMS

n doocdopa B CbIBOPOTKE KPOBU, YPOBHSA
[1TT.



AHCTpYMEeHTanbHbIe UccneaoBaHUSA

MeoynnapHbin pak WNUTOBUAHOW XKernesbl
> Y3W xenesbl U permoHapHbIX NMMgoy3nos.

» TADB y3na n yBenn4yeHHbIX nnmgarnyeckmx y3nos noa
KOHTponewm Y3W.

» KT (cnupanbHasa, mynstucnmpanbHaga) — Ang onpegeneHus
MeTacTaTu4yeCckou pacrnpocTpaHeHHOCTN MmeaynnapHoro PLLDK.

» [19T c npumeHeHnem B kadecTtBe POl 2-[doTop-18]dTOp-2-
0e30KcKu-D-rnokKo3bl — UCMNONb3YHT B Cllyvyae BbISBMNEHUS Mocrie
paankanbHon onepaunn Ha LXK n permoHapHbIX
NMMJaTUYECKUX KOMMEKTOpPax NOBbILLEHHOIO YPOBHS
CTUMYNMPOBAHHOIO KanbLUNTOHMHA, Npu 3TOM Y3 u
MyneTucnupansHas KT He BbiaBMASAKT NATONOrM4eckoro ovara.

» CuuHTurpadpua c metanogdbeHannryaHngmHom, mevyeHHbim 123l1.



deoxpomouutoma. KT/MPT opraHoB 3abproLLMHHOIO
NPOCTPAaHCTBA.

[MnepnapaTtnpeos

> Y3l okonowmnToBUAHbIX XKenes.

» CumHTUrpadums okonowmtToBuaHbIX xenes ¢ MIBI.
OunddepeHumanbHasa guarHocTuka

[loBbILLEHHOE coaepXaHue KanbUUTOHWHA BbIABAAIOT
npn MPJ1, kapunHounaHbix onyxonax, PMX. B 1o Xxe
BpeEMS MpuU3HaK byaeTr ABNATbLCA crneunuyeckum ans

MegynnsapHoro PUX npn Hann4imm B cemMbe nauueHTa C
cuHgpomom MOH 2.




JleyeHue

Llenu
» JlukBngauma onyxorneBbiX O4aros.

» Koppekuna ropMoHanbHbIX HapyLLIEHUN.
[Toka3aHusa K rocnutanusauum

» [lnarHoctunyeckme MeponpuaTua y nauneHTa
C TAXKeNbIM COCTOSAHUEM.

» OnepaTtuBHOE reYeHme.

MegunkameHTO3HOoe rnevyeHune
CuMmnTomMaTunyeckoe, naToreHeTn4eckoro
MeOWKaMEHTO3HOro fie4eHnsa He CyLLECTBYET.



Xupypruyeckoe nevyeHue

MeoynnapHbin pak WUToBnaHOW xenesbl. [podunakTuky u
neyeHne MaHU@eECTHbIX dopm  mMegynnapHoro  PLDK
OCYLLECTBNAKT TOMbKO oOnepatuBHbIM nyTtemM. Ecnu
NayMeHToOB C KIMMHUYECKN BbIABNEHHbIM MeaynnapHbiM PLK
obOHapyxeH NOBbILLEHHbIN  YPOBEHb  DasanbHOro  u
CTUMYNUPOBAHHOIO KanbUWUTOHWHA, MWHUMArbHbIN OOBLEM
onepaTtuBHOrIo BMellaTenbCcTBa — TOTanbHagqa
TUPEOUOIKTOMUA C YyOdaneHnem Knetdatkmu v numdoysnos
LeHTpanbHON naparpaxeanbHOU 30Hbl. boree arpeccuBHbLIN
obbeM onepauuMy BbINOMAHAKT MPU  YETKUX [OaHHbLIX O
BOBMEYEHNUM B nMpoLecc nMMdaTndeckux Yy3rnoB OOKOBOIO
TpeyronbHuka wWweun (pyTnsapHo-pacunansHoe yaarneHue
KrneTyaTtku n numdooy3snos OOKOBOro TpeyrosibHMKa LWewn).




Ecnn ypoBeHb 0asanbHOrO U CTUMYIMPOBAHHOIO
KanbLUWTOHMHA OCTaeTCA BbICOKUMM Mocne.. nep /
onepaumn Ha WK, «KkpanmHe BaXHO YCTaHOBUTb
nokanusauuto MeCTHbIX WM OTAaNeHHbIX MeTacTasos.
[lpn nogo3peHun Ha MeTacTaTUYeckoe MopakeHue
perMoHapHbIX LUENHbIX UMW CPedoCTEHHbIX NMMMEOY30B
NnokasaHa noBTOpHasa onepauunsd. [MokasaHus K onepauunmu
B 00nactn cpegocTteHust npoOTMBOPEYUBLI  BCNEOCTBUE
OONMbLWIOro KOMMYecTBa OCIIOXHEHUM U Manoro —
nanedyenus. lNpun otganeHHbIX MeTacTasax onepaTtuBHOE
neyeHne He  nokaszaHo. WMcknwyeHnem  cnyxar
HabnogeHus, Korga pa3BMBaETCH
ropMoHaribHo3aBucnmasi aunapes 7 yaaneHue
OnNyXoneBown TKaHU HUBENUPYET 3TY CUMMNTOMATUKY.



CTaHOapTHbIe CXEMbI XUMUOTE ,
Hepe3ynbTaTUBHbLI npwu MeTacTaTu4eCckoMm
nopaxeHun wmegynnapHoro PUPK. Onyxonwu
HEeYyBCTBUTENbHbI K  NyyeBOUM Tepanun U
rmneptepmmnn. Hactb NnaumMeHToB C CYLLECTBEHHbLIM
MeTacTaTU4YeCKMM Mnopa)XeHnemMm MeaynnapHoro
PUXX mMoryT umetb 0OeccMMNTOMHOE TeyeHue
bonesHn U MnMpPoXuTb MHOro net. HeogHO3Ha4HbI
OaHHble O JleYeHMU MeTacTa3oB MeaynnAapHOro
PU>X ¢ nomowbio MeTanoabeHsunryaHmanHa,
MEYEHHOro 131lI. BbisBneHue MOH 2-
HOCUTENbLCTBA — MOKa3aHue K npodunnakTn4eckomn
TUPEOUAIKTOMUMN.



Oetn ¢ MOH 206 n myTtaunen B kogoHax 883,

n 922 otHeceHbl K Il (HanbonbLEeW) CTENEHM
pucka arpeccmBHOCTU MeaynnapHoro PUDK.
Takum nauneHTam NPEBEHTUBHYIO

TUPEOUNOIKTOMUIO  HEODXOOMMO  MPOBECTU B
Te4YeHne nepBbiX 6 MeC XU3HU, NpeanoyYTUTENLHO
B TedeHne nepsoro mecdua. Onepaums OOSMKHA
BKINoYaTb NPeBEHTUBHOE YyaaneHue KreTtdyaTtku U
NMMAOY30B LeHTpanbHOM 30HbI. [1pn BbiABNEHUA
MeTacTa3npoBaHUA B LeHTpanbHOU 30He
Heobxoanmo BbINOMTHUTb PaCLLUNPEHHYIO
nMMdageHaKToMmio B OOKOBBIX  TpPeyrorbHUKax
LLIEW.



[eten ¢ mytaumen RET B kogoHax 611, 618, 620 n
634 oTHocAT K |l cteneHn pucka arpeccuBHOCTU
MeaOynnsapHoro PLLX. [lpeBeHTNBHAA
TUPEONOIKTOMUA B  OaHHOW rpynne OeTeun
NnokasaHa [0 HacTynieHua S-NeTHero Bo3pacrTa.
ObsaszaTtenbHbIn 0ObEM oOnepaumm — TOoTalbHas
TUPEONOIKTOMUS. EanHoro MHEeHUA 0
HeobXoAMMOCTU  MPEBEHTMBHOM  LIEHTParibHOW
nmmdageHaktommmn npn MOH 2a Hetr. [Ong
yoaneHns ocTaToOYvHOUM TUPEOUAHOU TKaHU Yy
TUPEOUAIKTOMUPOBAHHbLIX AeTel npumeHsiioT PUT.



[eten c mytaunen RET B KogoHax 609, 768, 790, 791,
804 n 891 oTtHOCAT K | (Hanbornee MSArkon) CTeneHn pucka
arpeccuBHoctn megynnapHoro PUPK. 3tum 60nbHbIM
TaKkKe nMNokKasaHa ToTanbHaa TupeouaskTomuda. B aToun
rpynne onyxonu pacTtyT MeaneHHee Mo CPaBHEHUKD C
Opyrumn, nNposiBfieHnsa pasBuBaloTcsa B Oonee nosgHem
Bo3pacTe. Bo3amoxHa npeBeHTUBHAA TUPEOUOAIKTOMUSA OO0
O-fieTHero  Bo3pacTta,  gpyrme  aBTOpbl  CYUTaIOT
gocTtaToyHbIM 10-neTHUM nopor onepaTtuBHONO nevYeHus.
B rpynne nepBon (HEBLICOKOW) CTENEHN PUCKA BO3MOXXHA
TUPEONOIKTOMUSA MOCNE BUPaXKa YPOBHA KarbLUUTOHMHA.



deoxpomoLuuTomMa

[Tlpn covetaHum mepynnsapHoro PUDK n doeoxpomounToMbl
npeanodYTUTENbHEE  HauyMHaTb  onepauuto C  yoaneHus
nocnegHen. OObemM onepaunm — agpeHanakToMusa npu
OAHOCTOPOHHEM M  TOTarbHas  adpeHanaKToMuUsi  Npw
OBYCTOPOHHEM MopaxeHun — Hanbonee uenecoobpaseH npu
cemMenHon opme 3aboneBaHUsa. HensbeXHOCTb OCTaBNeHUs
TKaHW MO3roBOrro CIios Haano4Ye4YHMKa npu
OPraHOCOXPaHAOLLINX onepauunsx obycrioBneHa
KOHIPYSHTHOCTBK PAacrofioXXeHUss MO3roBOro U KOPKOBOIO
BellecTBa HaanoyeyHUkoB. Bbicokaga  deHoTunmnyeckas
NEHETPAHTHOCTb TOTaNIbHOrO MOPAaXXEeHUA MO3roOBOro CIl0S
HagMNoO4Ye4YHUKOB Yy naymeHToB C cuHapomammn MOH 2 —
npuynMHa HensbexxHoro peuuamBa GPEOXPOMOLUTOMBbI B
OCTaBMNEHHOM YacTu Hagno4vyevyHuka. [NpeBeHTUBHOE yaaneHume
obounx Hagno4yevyHnKoB nNpu cnHgpomax M3OH 2 He npuMeHsIoT.



[MnepnapaTtnpeos. YBennyeHme Bcex 4 xenes oTMe4valoT He
BCerga, ogHako obsizaTernibHasa npouegypa — UX rNosiHOLEHHAas
peBu3snsa. B 3aBMCMMOCTU OT CTEMNEHU MopaXeHUsa npoBOAAT
pe3eKuunto YBENUYEHHbIX xenes, cybToTanbHyto
napaTnpeonaaKTOMUIO, TOTASIbHYIO NapPaTUPEOUNOIKTOMUIO C
ayToTpaHcnnaHTaunen, Yy4ymTblBad BbICOKYIO BEPOSATHOCTb
peunguea runepnapatupeosa. [lpm BbinonMHeEHMM onepauun Ha
LK y nauneHToB ¢ HOpMoOKanbuMeMmnenm MOXHO CTOJIKHYTbCA
C YBENMMYEHHBLIMW  OKOSMOLMTOBUOHLIMU  XenesamMu, Ux
yoaneHne BO3MOXHO Npu  OUOXUMUYECKUX [OdaHHbIX O

rmnepnapaTtupeoase. Bonpoc o) NpeBeHTUBHOWU
napaTMpeouaakTommm  npu  TUPEOUAIKTOMUM  peLuaroT
oTpuuaTenbHO Ha OCHOBaHUK He3Ha4YnTenobHoOu
pacnpocTpaHEeHHOCTH n HeBOSbLLON KIMMHNYECKOW

arpeccuBHOCTU rmnepnaparupeosa npm M3OH 2.



[lanbHeullee BeaeHue

YuutbiBasg BO3MOXHOCTb pPeunauBupOBaHMS OMYyXONneW,
3NoKa4YeCTBEHHOro TeyeHua wmegynnsapHoro PUDK w
doeoxpomMounUTOM, NALUMNEHTbI OO0 KOHLA >XU3HW OOSTKHbI
ObITb NOA AMHaAMuU4Yeckmm HabnwageHnem. Heobxoammo
eXerogHo npoBOAUTb UCCNedoBaHUA, BKIO4aloLme
onpeneneHne cogepXxaHus:.

» KanbLUUTOHMHA B  CbIBOPOTKE  KPOBW  MOCHeE
CTUMYNSALNU TMIOKOHATOM KanbLUu4;

» MeTaHePUHOB B CYTOYHOWU MOYeE;

» WOHM3npoBaHHoro kKanouma u (1T B cbiBOpOTKE
KpoBu (4119 nauneHToB ¢ cuHgpomom MOH 2a).
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