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AKTYaJbHOCTb.

DeoXpoMOUHMTOMA U NaparaHr/iioMa (BHEHaNOYeYHHKOBAs JOKAIH3ALHA) — PEAKHE
HEHPOIHAOKPHHHBIE OITYXOJTH, IIPOHCXO/AIIHE H3 XpoMapHHBIX KIETOK BETECTATHBHOM
HEPBHOIi CHCTEMBI, IPOIYIHPYIOIIHE KaTEXOJaMHHBI (aApEHATHH, HOPAAPCHAIHH H nodamuH).

DeoXpOMOLHTOMA - ITO OMYXO0JIb MO3rOBOrO CJI0A HANMOYEYHHKA, COCTOALIAN 13
xpoMahGUHHBIX KIETOK, MPOAYLHPYIOMAs KATEX0IaMHHAL.

TTaparanranoMa — 5To OMmyXoib, COCTOALIAsA H3 BHEHAANOYCYHHKOBOH xpomadhuHHOH
TKaHH CHMTIaTHYCCKHX MapaBepTeOpaTbHLIX FAHIIIHEB TPYHON KICTKH, OPIOILHOH MOJOCTH 1
Tasa.

Mo3roBoit cnoif HaiNoOYeYHHKA SBIAETCS OJHHM N3 KPYNHbIX [1aparaHriiies, MO3TOMY
HA/INOYEYHNKOBBIE (PEOXPOMOLIHTOMBI SBISAIOTCS YACTHBIM CIIY4a€M NaparaHriHoMBl.
TTaparaurmoMsl MOTYT pa3BHBaTLCS B MAPACHMITATHICCKHX MAHIIIMAX IICH H OCHOBAaHHA Yepena
BJI0JTb A3BIKOTIIOTOYHOTO W OTyKAal0Imero HepBOB, OHH He MPOIYIHPYIOT KaTeXOJaMHHBL.

[pumepno 80-85% onyxoneii xpomadpuuHOil TKaHK ABAAIOTCA PEOXPOMOLUTOMOMH, B
TO Bpems kak 15-20% - naparanrasomoit

Yamre BCEro BCTPEYArOTCS OMYXOJH C HAAMOYETHHKOBOI JIOKaIn3amnueil, a HMEHHO B
MO3TOBOM CJIOC HaAMOYeTHHKOB. [IpeHMYMECTBEHHO OJHOCTOPOHHHE, Yalle
jnobpokayecTennbie. Bosnukaor BoboM Bo3pacte, Ho yame nocie 40-50 net. B
GonbUIMHCTBE Caydaes, (EoXpOMOLHMTOMA - ciopaauyeckoe 3a601eBaHHE, 0IHAKO MOTyYT OBITH
M B paMKax HacleICTBEHHbIX CHHAPoMOB (Hanpumep, MOH2, Cunapom ¢pon I'unnens-Jlunaay,
Heiipodubpomaros I Tuma).

Pacnpocrparerrocts OXLYTIT cpenu namuenTos ¢ runeprensuei coctasnset 0,2-0,6%.
OXLYIIT MoxkeT He AMArHOCTHPOBAThCs MpH Xku3HU. [To nauneiv ayroncuu OXIYTIT
srisBasercs y 0,05-0,1% naunenrtos. IIpumepHo y 5% nauueHToB ¢ HHIHMIEHTAIOMOM
HaJIOYCYHAKA, 0OHAPY)KEHHO# BO BPCMsI aHATOMHYECKOTO BCKPBITHS, IHATHOCTHPOBATH
(heoxpoMoLTHTOMY.

V nereii ¢ runeprensueii pacnpocrpanensocts @XIY/IIT Benue - oxono 1,7%. Ilo
MmeHbIueii mepe, y TpetH nawenToB ¢ @XIYIIT npuunHoii 3a6oneBanus sBaseTcs
HACJIEACTBEHHAs MyTamys. Y NaHeHTOB ¢ HACIEACTBEHHBIM CHHAPOMOM, ACCOITHAPOBAHHBIM C
OXILYTIT, henoTunuyeckas NEHETPAHTHOCTh onyxonu coctaiser 50% ciyuaes, KoTopas
OTAMYaETCA MYAbTH(GOKAIBEHEIM POCTOM M 60ji€€ paHHHM BO3PAacTOM MaHH(ECTaLMH, YeM Yy
MALHEHTOB CO CIOPaaH4ecKoil eoXpOMOLMTOMOI .

H3gectHO, uTo GXIYTIT B GONBIIMHCTBE CiTydaeB BhipabaTwiBaeT B 60ombImmix
KOJIMYCCTBAX KaTEXOJAMHHBI H OTCYTCTBHC JICUCHHS MOXKET IIPHBECTH K CEPACTHO-COCYTHCTRIM
¥ 1iepeOpabHEIM KaTacTpodam, BILTOTh 0 cMepTenbHOro ucxoaa. Co BpeMeneM
YBEIHUHBAIOLIASACS B PA3MEPAX OMyXO.Ib MOXKET BbI3BATh KOMIIPECCHOHHbI CHHAPOM.
Boisererne @XIYIIT B paMKax HAacJIEACTBEHHBIX CHHIPOMOB MOXET ObITh MOBOJAOM IS
CBOCBPEMEHHOH JINArHOCTHKH H JICICHUSA APYTHX WICHOB CeMbH Mpobania.
PacipocTpaneHHOCTh 3/10Ka4ecTBEHHOI (eoxpomounTomer coctasiuser 10-17%.
310Ka4eCTBEHHOCTD (JEOXPOMOLHTOMBI ONPEAEIAIOT He 10 00BIMHBIM MOP(OIOrHUECKHM H
MMMYHOTHCTOXHMMHYECKHM KPHTEPHSAM, a 110 HAIHYHIO METACTA30B B HeXpoMahHHHOMN TKaHH.
CrefoBaTesibHO, HE CMOTPS Ha TO, YTO AaHHOC 3a0071CBaHNC ABISICTCS OTHOCHTEIBHO PEIAKHM,
MPaKTAKYIONIEMY 9H0KPHHOI0TY HeoOXoaumMo 06:1a1aTh HaBLIKAMH JHATHOCTHKH H
CBOEBPEMEHIIONO BhIABIEHHA ()eOXPOMOIMTOM/[TAparanriiHOM.
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XupypruuecKkoe neveHue

BoisiBJIeHHE MANMEHTa ¢ BO3MOXKHBIM HAJTHIHEM qJCOXPOMOHPITOMbl

Haun6oJliee BaKXHBIM 3TallOM AHMarHOCTHKH OXLYIIT - cBOEBPEMEHHO paciio3HaTh NPU3HAKH,
CHMIITOMBI 1 JIPYTHE TPOSBICHAA 3a00/ICBaHUS, KOTOPBIC MOTYT yKa3bIBATL HA HCOOX0AMMOCTD

naGopaTopHOTO 00CHE10BaAHNS.
[TposBicHust (EOXPOMOITHTOMEI:

e TTocTosHHAS WIH NAPOKCU3MAIIbHAS THIIEPTEH3N
KnaccHdeckas TpHaja: dMA30/MYecKas roJIOBHas 00JTb NOTIMBOCTE, TAXHKAPAHA
e CHMITOMbI HMEIOT MECTO GBITH HE Y BCEX MALHEHTOB (HHOTAA MpOTeKaeT

G ecCHMITTOMHO, BBIBIICTCS B PAMKaX CIyqaifHOTo o6cie10BaHys/PH ayTOTICHH)

TToxaszanus it THATHOCTHKH Q)COXPOMOHHTOMBIZ

il JHIOKPHHHOI apTepHaTbHOI

Tak xax )cOXpOMOLMTOMA SBIACTCS HC caMmoii yacToif MpUIAHO
TaK 4acTo, KaK

FHIEPTEH3MH, B PEATbHOI KTHHAYECKOIT MPAaKTHKE C HEll BCTPEYaloTes He



HapuMep € NEPBUYHLIM MHIECPAILA0CTEPOHU3IMOM. Tem He MeHee, HEO00X0AMMO [IPOBOJIMTH
HUCKJIIOYECHHE ITOro 3860!]6321""2, ocobeHHo B CJICAYHOIHUX clrydasix:

pa3sBUTHC aprepnanbuoii THIEPTEH3HH B MOJIOAOM BO3pacTe;
TUIOXO KOHTPOJIMpYyCMasi apTcpHalibHas THIICPTCH3MS

IIPH BO3HUKHOBEHHH MH30/10B NOBBILLICHUS aPTEPUAILHOTO 1aBJICHHS BLIILC 200 mMM. pT.
CT., IUIOXO KYIIHPYEMOE MEAHKAMEHTO3HO;

IMU30/IBI € KIACCHUECKOIT TpHazoii: rosiopHas 6osib, NOTIHBOCTb H TAXHKAPIHA,

MHOYKECTBEHHAs HHIOKPHHHAS HEOMIasus Tura 2, neiipoudpomaros Thna 1 nian
oonesun ou MNnnens-JIunnay;

e  ceMmeiiHblii aHaMHe3 (PeOXPOMOLHTOMBI;

e  WHIAEHTAIOMa Haanouednikos 1o KT ¢ HaTHBHOMN MIIOTHOCTBIO >10 HU;

e MAMONATHYECKas JHIaTallMOHHAsS KapJIHOMHOIMATHS,

e HaTMYUNE B AHAMHE3e TACTPOMHTECTHHATLHOI CTPOMAILHOI OITyXOJIH HIIH XOHIPOM
nerkux (Tpuajga Kapnu) .

Iposeaenue THArHOCTHYECKHX TECTOB:
e Omnpeneiienne MeTaHegppHHOB CyTOYHOI MOYH
JlanHblii MeTO B aMOy/1aTOPHOH MPAKTHKE MCTOMB3YIOTCA Hatle BCCTO.

MetanepHibi BoIpadaTHBalOTCs XpoMApGHHHBIMA KIETKAMHU HAAMOYEYHHUKOB WM OMYXOJIH
METHIHpPOBAHHEM KaTeXOIaMIHOB (EPMEHTOM kaTexonamMuH-OMeTHITpanchepasoi, KOTOPEIH
TaloKe SBJISETCS HeMOCPEACTBEHHBIM POAYKTOM CHHTE3a KaTEeX0IaMUHOB

Iopozosvie snavenus (UpToDate) #> s

y 24 wrt
-nopmetasedpun <900 MKT/24 yaca win MetanedpuH < 400mkr/24 daca

e Meranedpunbl KpOBH.
OnpeensoTest B TIONOKCHNH JICKa HEpes 30 MMH TIOC/IE YCTAHOBKH BHYTPHBCHHOI KaHIONH)

Taxk kak cymecT BYIOT 0coOEeHHOCTH BBINIOJTHEHHA JIAHHOTO IMAarHOCTHYECKOIo TECTa, B
HaCTOHlIlHﬁ MOMEHT HET €IMHOr0 MHCHHA 0 pe(lJCpCHCHbIX 3HAUCHUAX MeTaboIuTOB
KaTexoJiaMHUHOB B IL1a3ME KpOBH, no3TOMY ﬂa.l-ll-lblfl JUaroct MYECKHUH TECT UCIIOIb3YETCA PEKE.

[Topozogvle 3navenus (UpToDate)

- €CIIH cobumroieHa TEXHUKA 3860pﬂ ( MOJIOKEHHE JIEXkKA, [TEPE3 30 MHH 10CJIe YCTaHOBKH

BHYTPHBEHHOH KaHIOJH:
meranepun < 0,3 HMOIIB/J1 w/unu nopmeranedpun < 0,66 HMOJIB/TT
- ecymi 3a60p KPOBH BEITIOTHCH M0CIIC BEHCTTYHKITHH CH/IIErO NMalHeHTA:

metanedpun < 0,5 HMONB/ 1 W/ nopmeraneppun < 0,9 HMOJIB/J1



B cllyuae nojiyuyeHus nepsuyHo HOpMajabHOI o pe3yiabTara JIMarHOCTHYECKOro TeCTa y
nauueHTa ¢ KpU30BbIM TCHCHHEM apTepnaubHoi'i 'HIICPTECH3HH, KOrja COXpaHaeTcs BEPOATHOCTb

Hanuuusg (HEoXpOMOLMTOMBI, JOMYCTHMO ONpEIEICHHE MeTaHe()puHOB 1 HopMeTaHe(ppUHOB Ha
(one kpu3za.

"p“‘l“llbl JIOKHONOJIOKHTCILHBIX PE3yILTATOB onpeacacHus MC’TﬂIIC(I)pHHOB:

e Jcnonv3zosanue iekapcmeentvix npenapamos
-TpHIMKIHICCKHE aHTHICTIPECCAHTRI
-Jlesosona
-Tlpenaparbi, COCPIKANINE ATOHHCTEI AAPCHEPTHUCCKUX PEUENTOPoB (HampuMep,
JICKOHT'CCTAHTHI)
-AmMbeTaMuHbI
-Bycriupon # GOJIBIIHHCTBO MCUX0AKTHBHBIX BELICCTB
-ITpoxsopniepazun
-Pesepriun
-OTHIIOBBIIT CITUPT
e Knunuueckue ocobennocmu
JTio6Goe cepbesnoe 3aGoneBanue, TpeOYIONICE TOCTUTATH3AINT, HHCYIBT, HH(OAPKT
MHOKap/1a, 3aCTOHHAS cepAeyHas HEIOCTATOYHOCTh, OOCTPYKTHBHOE allHO) BO CHE

B ciiyuae BBIABJIEHNS 3HAYNMOTO TIOBBIIEHNA MeTaHEQPHHOB, HEOOXOAMMO NPUCTYIHTD
K CJIe/lyIOIEeMY ITamy AMArHOCTHKH.

Tonuyeckas JHATHOCTHKA.

Yamie BCTpeyaeTcs HAAMOUSTHHKOBAS JIOKATH3ALIHs, OHAKO BCTPEHAIOTCS H
BHEHAANOYEYHUKOBbIE 06pa3oBaHus (l1aparaHrIuoMa)

[epsas yuuus Tonugeckoit auarnoctuku — KT wim MPT opraros 6prourtoii nonoctn
(mpu Haymuwy npoTHBonokasanwii K KT).

[To ganuem KT ®XIYTIT MoxkeT ObITh TOMOT€HHOM WM FeTepOrentoi, Commanoi min
KMCTO3HOI CTPYKTYpbI, C y4aCTKaMH HEKpo3a U ¢ KanbuuHatamu. 87-100% OXLUIIT umetor
HaTHBHYIO MnoTHOCTL Gonee 10 HU, mpoueHT «BhIMbIBaHHS» (Washout) MOXKET COCTaBISATL

Gonee 60 uepes 15 munyT. IIpu nokasarensx menee 10 HU BeposTHOCTS (he0XpOMOLIATOMBL
KpaiiHe mana.

OHaKo He Beer/ia npu j1abopaTopHO MOATBEPKAEHHOM MOBLITICHUH YPOBHS
KATEXO0MAMUHOB U UX MeTabOoIHTOB yaeTcsi BH3yalH3npoBaTh obpazosanue B obnactu

HAJAMOYCIYHHKOB. B Takom clryqac HEeoOX0IMMO HCKITIOUCHHE BHEHAITIOYCHYHHKOBOTO

o ) 1 - v
Wb pequ  § WUDAULGHLUE § QADS  JOAA = O
obpazoBanyis (MaparanrnoMbl). A .,w-“a t woftp  Jmhiy g u,:lc ‘}C

B TaKoif CHTyaliH HCIOB3YIOT JIOMOIHHTCILHEIC METO/IbI HCCIICA0BaNMs! (BTOpast JIHHHS
jmarnoctiin) — 12T ¢ GA 68, DOTATATE, ®JII-TI2T (13T ¢ drropae3okenrmoko3oii),
cuunturpadus ¢ MUBI (Metaiiomoensuiryanuannom). Jlannbie neene0Banis He SBISIOTCS
PYTHHHBIMH, TPOM3BOATCA B CIEIMATH3MPOBAHHBIX HEHTPaX. OIHAKO NMPH 3I0KAYCCTBEHHBIX
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Q)eoxpomaum‘omax H [aparairimomax, JOnoJHUTECIbLHBIC METOAbI AHArHOCTHKH MO3BOJIAKOT
BU3YAJIM3UPOBATE METACTA3hl B KOCTAX M HAPEHXHMATO3HBIX opraHax.

Hepekomelmyemue MeTO/IbLI HCCJIeI0OBATIHSL

e  CeneKkrHBHbII 32160}) KpPOBH H3 HAJANMOYCHHHKOB BCH

B ciyuae GpeoXxpoMouuToMBl HET HEOOXOANMOCTH ONPEAEIATH CTOPOHY MOPAMKEHHS, KaK
IPH MEPBHYHOM THIEPATLI0CTEPOHH3ME

e buomncus oﬁpaonamm HAANMOYCYHHKOB

Benencrsne BbIcOKOI BEPOSITHOCTH MPOBOIHPOBAHHA HCKOHTPOJIHPYECMOTO BbleOCﬂ
KaTCXO0JIAMHHOB B KPOBOTOK, YTO MOXKCT IMPHUBCCTH K BO3HUKHOBCHHUIO THIICPTOHMICCKOTO KpHu3a
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OnpeneJlelme NMOKA3aHUH U BO3MOKHOCTH XHPYPIruvecKoro JieucHus.

HaGopaTopno NOATBECPXKACHHOC MOBLILICHHUE YPOBHSA MeTaboNnuTOB KaTeXoJlJaMHHOB,
BH3yaJlIu3alus OGPZBOBHHHH SABIAIOTCH NMOKA3aHHUEM K IIPOBCIICHHUIO JICUCHUA. Xupypmqecme
JICUCHUE B Cliyyae d)COXPOMOLLHTOMbl U NaparaHrjiioOMbl ABJISIETCSA METOAOM Bbl6opa.

Hpeuonepalmonuaﬂ NMOATroTOBKA:

J_I}Ul MPEAOTBPALICHHA KPH30BOI'0 MOBBLIIICHHA apTEPHATTBEHOI'O JaBJICHUS BO BpeMs

ONECPAaTHBHOIO JICUCHUS, HeoOXoammMa npeaonepanroHHas MmoaAroToBKa.

e J[OJAroToBKa a-anpeﬂoﬁ.ﬂoxaropamn

OcHoBHas 33/1a9a MPeONEPALMOHHOMN TIOTOTOBKH 3aKIII0YaeTCs B GIOKHPOBAHHH
aJIPCHOPEIICTITOPOB, Ha KOTOPBIC MOXET BO3/ICHCTBOBATE MOBBIICHHBI YPOBCHE
KaTeXx0laMHHOB. B nepsyio odepeb, 5T anba-aapeHOPELenTop.I.

Hcnonb3ytores anbgpa-aapenodiokaTopsl ,

HanpumMep, noxca3031m

C MOCTEIEHHOI

TUTPALMel N03bl 10 HOPMAJIN3ALKH YPOBHS apTEPUATBLHOTO NaBICHUS - 210 IOCTHIXKEHHS
ajiexBaTHoil abha-6moKasl.

Hasnauenue anbQa-anpeno6okaTopoB peKOMEHI0BAHO HE MEHee [eM 3a 7 el 10
oncpauny. Ha nmpakTHke JTHTENBHOCTE Teparin 60sibme

Mpenapar Hauvauno Havanbnas Maxkcumanbuas
npHMeHeHHst JI03HPOBKA JI03HPOBKA

[penapartet | nunuu: | 10-14 aueit go 2 Mr/cyTku 32 Mr/cyTkn
Joxcazosnn onepanuu

[Mpenaparst 2 muvnn: | Jlobasnsgercs k

Hndeaumin wn npenaparam | munaun 30 Mr/cyTkn 60 mr/cyTkn

AMI0INTTHH 1pH HeoOXoMMOoCTH 5 MT/CyTKH 10 Mr/cyTku

Ipenaparer 3 manwn: | Mun. uepes 3 aus

[Tpornipanomnon nocie Ha3sHaYeHHs 20 mr 3 pasa B cytkn | 40 mMr 3 pasa B cyTkn

wm ATEHOI0I npenaparos | mmmm | 25 mr/cyTkn 50 mMr/cyTkn




Kpurepun a¢exrunocTu npejionepanuonHoi moaroTroBKy a-
ajipenofiiokaTopamMu:

1. HOpMaIM3aUMs YPOBHS aPTCPHANBLHOTO JaBJICHHS,
2. JI0CTHIKEHHE LEJIEBOI YaCTOTEI CepAeTHBIX COKpAIEHHil,
3. JMKBHAAUMSA HHIYIHPOBAHHOTO H3GBITKOM KATCXOIAMHHOB THIIOBOJIEMHYCCKOrO CHHAPOMA

e H3beraTh HCHOJIBL30BAHASA CJEAYIOUINX JCKAPCTBEHHBIX NPEApPaToB:
< Ocra-Giokatopos 6¢3 aneksaTHOI arbha-6roKaunsl,
** TIIIOKAroma,
** THUCTaMHHA,
% METOKJIONpamuia,
“* BBICOKHX /103 NTIOKOKOPTHKOCTCPOHIOB.

e Beicokocosenas auera (6onee Sr/cyT) st MPOGUIAKTHKYE OPTOCTATHYECKOI THIIOTEH3NH

e Hcnoubsosanne 6eTa-6,10KATOPOB TOIBKO NMOC/IE JIOCTHAKEHHS AJEKBATHON aibda-
BaoKaANLI £agpriocrils (UL [ Fieonponen, antimoagorin)

e Jlis obecrieuenust HOPMAIBHBLIX 3HAYCHHIT APTEPUAILHOIO JABJICHHS Ha JTare
NPEAONEPALOHHOI MOArOTOBKH, PEKOMEH/10BAHO HCIIOIb30BaHKe OI0KATOPOB KATbIHEBbIX
KaHaJIoB

OnepaTuBHOE JieYeHHe.

HpH OZITHOCTOPOHHEM IMOPAXKEHHUHU U Ha/{MOYCYHUKOBOIT JIOKUIH3AIUN - MUHUMAJILHO
WHBa3nWBHasA aIpCHAJIDKTOMMUA,

Hnst Gompumx (Gonee 8 cM) n HHBA3HBHBIX OMYXONIEH MPEATOYTHTENEH OTKPEITEII
AOCTYTI BO W30eXKaHHe MOBPEKACHHUS KATICYIThl OMYXOJTH M ¢C AMCCEMUHUPOBAHMS

VY nmauneHToB ¢ ceMeifHBIMH hopMaMi (HEOXPOMOIIATOMBI MOKET OBITE paccMoTpeHa
HacTU4dHad aIpeHaJIBKTOMHSA

ITpn MDH-2 n pasmepax omyxonm Gosee 2 cM MeTo]I BEIGOPa — ABYCTOPOHHSS MONHAS
A/IPEHATIKTOMUS

an 3JI0Ka49€CTBCHHBIX (bCOXpOMO[IHT omax/ MaparanrinoMax mauHeHTy IHAOKPHHOIOTOM
HOL(GHP&CTCZ 4/ICKBATHAsA THIMOTCH3UBHAA TEPANUs, HENOCPEACTBEHHO IS JICUCHHUS
Hoaooﬁpasonamm MAIMCHT HANPABIICTCA K OHKOJIOTY.



(DBOXPOMOHHTOMH B paMKax reHeTHYeCKHUX CHH/APOMOB.

I'eneTnueckoe TeCTHPOBAHUE CIIEYeT PACCMOTPETD Y BCEX MALMEHTOB ¢
(beoxpomonmToMoii 1 naparanranomoii, Tak kak 10 40% ciydaeB BO3HHKAIOT B paMKax
TCHCTHYCCKUX CHHJIPOMOB. OOBIMHO FeHETHYCCKOC TCCTHPOBAHHUE MPOBOIUTCS B
MOCIICONEPAiHOHHOM Tepruojie. B HEKOTOPHIX cHTyaunsax o0caeayloTes i poACTBEHHHKH
NEPBOM JIMHUH POJICTBA.

MuoxkecTBennas HUIOKPHHNAN Heonia3us Tana 2 RET
Cxpununr Ha deoxpomonuTomy obsizatesieH uis Beex nauneHTos ¢ MOH2.

®eoxpomounToma Berpedaercs y 40-50% Jnozieii B npeienax poACTBEHHOH rpynbl
MDH 2A. B otanune ot cnopaanyeckoii heoxpoMoIHToMsl, pazHoobpasue ormyxosneii npH
MD3H 2A cpeau 4ieHOB CeMbH HAUMHACTCS ¢ THIEPIUIA3HH MO3TOBOTO CI0s HAANOYEUHHKOB H
XapaKTepH3yeTcs MYJIbTHUEHTPHYCCKHM POCTOM; B 60Jee MOIOBHHEL C1ydaeB OMyXo/H
paspipalotes ¢ o0eux cropoit. BuenaanoueunnkopLic 4)¢0XpoOMOLHTOMBI Ha61101a10TCA PEAIKO.
MeoXPOMOLMTOMBI OYTH Beeraa 100poKauecTBEH b, HO HEKOTOPBIE U3 HHX CKJIOHHBI K
NOKAILHOMY PEUHANBHPOBAHUIO, & TAKKE HAa HUX MPHXOAHTCS 3HAUMTENbHAS 3a00/1€BACMOCTD H
CMEPTHOCTD.

®deoxpomortomsl ipn MDOH 2A (1 MDH 2B) 06b1MHO NTPOAYUHPYIOT aJpeHATHH
HCIPOTOPLHOHATLHO KOJIHYCCTBY HOPAAPCHAIHHA, YTO OTIIHYACT HX OT CHOPAJINICCKHX
OIyXoJIeii.

YacTsIM NpOsBICHHEM SBJISIOTCS THIIEPTEH3UBHBIC KPH3bl. ApTepHaibHad THIIEPTOHHUA Y
GonbHBIX ¢ PeoXpOMOLIMTOMOIT B pamkax cHuapomMa MOH 2A (cHoBa B OT/IHYKE OT
CHOPaIMYECKHX CITydacs) Yaiie ObrBacT MapOKCH3MATLHOMN, 4eM MOCTOAHHOMH. Y GOMLHBIX MOTYT
OTMEUATBLCS MPHCTYIBI cepALEeOHEHHIT, TPEBOXKHBIX COCTOSAHM, FONOBHBIX Gosei HiH
MOTIHBOCTH, HO BO MHOTHX CJIy4asX CHMITOMBI OTCYTCTBYIOT.

ITpu oGHapyxeHnH HEOXPOMOIMTOMBI €€ CIEYeT YAAIUTH 10 THPCOHAIKTOMUH

Cunapom don Tunnensi-Tnunay (/474 gra pccetepiipesed

AyTOCOMHO-OMHHAHTHBIH CHHJIPOM, IIPOSIBIISIOHICS MHOXKECTBOM Pa3/iHYHbIX
7106pOKaYECTBEHHBIX 1 3/I0KAYECTBEHHBIX OMyX0JieH

MosxeT BKITI0YaTh (Pe0XPOMOLHTOMY, TaparaHTIHOMY (CpeoCTeH s, OPIOIHO
[T0JOCTH, Ta3a, I M OCHOBaHMs Y€pena), FeMaHrHo01acToMy (C BOBIICUICHHEM MO3KCTKa,
CITMHHOTO MO3Ta MIIH CTBOJIA TOJIOBHOTO MO3Ta), aHTHOMY CETYaTKH, CBETIOKIETOYHBII
[104EYHO-KICTOYHBIH paK, HeHPOIHAOKPHHHEIC OITYXONH TO/DKETYA0THOM HKeNe3bl, CCPO3HbIE
IIMCTAICHOMBI MTODKETY0YHOMH JKeIe3bl M MANWUIAPHBIC IHCTAICHOMBI IPHIATKA SHTKA

DeoXPOMOLHMTOMBI, KaK MPaBui1o, HabMoAAI0TCs y 0o/ee MONO/IbIX NAUHEHTOB, YacTo
GLIBAIOT JBYCTOPOHHMMH WM € 9KCTPAaPEHANOBOI JIOKATH3aIei. EXeronyio oneHky
MeTaHe()PHHOB B IUTA3ME CITE/IyeT HAYHHATh C IETCKOr0 BO3pacTa



Heiipoguépomaro3 1 Tuna

Heiipodm6pomaros I tuna (HO1 mm Gonesns pon PexiMHTXay3eHa), passuBaeTcs y |
u3 2 500—3 000 wenosek. OH MPOSBASETCS B BHJE HEBPOJIOTHUECKUX H KOXKHBIX CHMITOMOB, 3
MHOT/a NopaXkaeT MATKHe TKanu Wi koctH. ['en HP1 nokanusyercs Ha JUTMHHOM ILIEYC 17
xpomocomsi (17q11.2) n kommpyet cunte3 HelipopuGpomuna; Gbi10 HACHTH(HIHPOBaHO > |
000 myrauuii. HecMoTpst Ha TO, 4TO 3TO ayTOCOMHO-JIOMHHAaHTHOC sabonesanne, 20-50%
CllydaeB BbI3BaHBI MyTalHsiMH de NOVO B I10JI0BBIX KJIETKAX.

Haunb6onee xapakrepHble KITHHHYECKHE CHMITTOMBI:

e Helipodubpombl,

e MHOMKECTBEHHBIE MIATHA IIBETA KO(e C MOJIOKOM,
e raMapToMbl paayXkH (y3eaku Jlnma),

® KOCTHbIC aHOMAJIHH,

® [JIHOMBI LICHTPAJILHOI HCPBHOH CHCTCMBI,

e  (eOXpPOMOLIMTOMBI H NIAPAraHrJIHOMBI,

e MaxkpouehaTus 1 KOTHHTHBHEIC HapYIICHHS.

ITpumepHo y 3% NalMeHTOB Pa3BHBAIOTCA OMYXOIH, CEKPETHPYIOLIME KATCXONAMHHBL.
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DencpanbHOE rocyIapcTBCHHOE GIOKETHOE 00pa3oBaTebHOE YIPEKACHAE BLICLICTO 06pa3oBaHus
«KpacHosipckuii rocylapcTBeHHbI MeIMUMHCKHIT YHUBEPCHTET HMeHH tipodeccopa B.®. BoitHo-
Slceneuxoro» Munncrepersa 3apaBooxpanenus Poceuiickoii ®eaepaunu

PEIIEH3USI HA PE®EPAT

Kadeapa rocunransnoii fepamm H HMMYHOJIOTHH ¢ Kypcom [TO

Penensus Kk.M.n., TonenTa kadeaps! rocnuTaIbLNON Tepanin 1 HMMYHOJIOTHH ¢ Kypeom TTO,
Aynumnoii Maprapurst Anjpeenn! na pedepat opannartopa 2 roaa oGyuenus no cluenuaIbIocTH
«IHAOKPUHOIOTHSI», ANI0KoBoii CBeTaannl CepreeBnbl no Teme « MeoxpoMonATOMA.

JHarnocTH4ecKnii AropuT™M»

OcHoBHBEIE ONEHOYHBIE KpHTEepuHn

Ne Onenounblii KpaTepmii MOJIOKATEIbHBII/0TpHIATEILHBIH

1. CTpyKTYpHPOBAHHOCTD ofies

2. AKTYyanbHOCTB y

3. | CootBeTcTBHE TEKCTa pedepara ero TeMe i

4. Bnanenne tepmunonorueii e

5. omiora w rryGHHa pacKphITHS OCHOBHBIX MOHSTHIT —
TEMBI

6. Jloruunocts gokazaresnnnoii 6asnl )

7. | YMenue apryMenTHpOBaTH OCHOBHBIC MONOKEHHS H
BRIBOJIKI

8. WcTounuku smreparypsl (1i¢ crapuie 5 jier) —

9. Hamrme obmtero BriBoja 110 Teme —

10. | Urorosas ouenxa (oyenka no namubanbHoi /"'"
wxane) o

Jlara: %) //’é/ 20 r/z /?fml e

[Moanucs penensenrta

Ioxmuce opannaropa ﬁ

(ormuck)

/y/t/zw A

( peuensenta)

Therede O &
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