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Peuenzun
AKTyaJIbHOCTb 3a5BJICHHOH TeMBI pedepara B JepMaTOBEHEPOJIOTHH OYEBHIHA.

IlonoGHyr0 060cHOBaHHOCTE BEIGOPA TeMbI aBTOp pedepaTa Iaja B BBOIHOM YacTH.
OpauHaTop packpblia cyTh H3ydaeMmoldl NpoGNeMsl, ITOCTABHIA LENb, obpatus
BHHMAHHE Ha TPEANOCBUIKM H3y4aeMo# Tembl. [IpHBeleHBl pa3nuyuHBIE TOYKH
3peHHA B 3THONOTHM U naToreHese. IlonpobHo paccmoTpeHa npobiema u3yyeHHs
JAaHHOH TeMBI B MEIHLIHHE.

Hetko cobmonensl TpeboBanus k ohopMIIeHHIO pedepaTa: THTYNBHBIN JHCT, MTaH-
OTNaBlIeHHE CO CTpaHHIlAMH, BBEAEHHE, OCHOBHAS 4acTh, 3aKTIOYCHHE, CITMCKH
JIATEPATypPhl, ICTOYHHKOB, CCBUIKH B COOTBETCTBHH CO CTAHIAapTAMH.

CO,[IBp)[{aHHB H3JI0KEHHOTO MaTepHala JOTHYHO H I'PaMOTHO.

-

Pexomennyemas onenka pegepara 5 (oTimyHO).
ITposepun: n.m.H. npodeccop Kapauesa 10.B.

IMonnuce: 3L
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Oriaasiaenue
Bsenenune

Knuaunueckue kputepun

I[OHOJ'IHI/ITGJ'II:HI:IG METOAbI THATHOCTHKH

KOHcyHBTaHI/II/I CMEKHEBIX CIICOHAJIHCTOB

Juddepennnansras THarHOCTHKA

Jleuenue

3aKIIroueHue

Cnucok nuTepaTypbl



BBeaeHue

Heiipopubpomaros 1 Tuna (Oone3ns PeknuHrxayseHa) sBISETCS CaMbIM
pacnpoCTPaHEHHBIM M HM3BECTHBIM  HACJEJACTBEHHBIM  HEHUPOKOKHBIM
3a00/ieBaHHEM, TOPAKAIOIIMM OIMHAKOBO 4YacTO TMpeACTABUTENEH BCEX pac.
Hetipodubpomaros Hacieayercs ayTOCOMHO-IOMHHAHTHO C IMEHETPAHTHOCTBIO,
6muzkon k 100%, cBsi3aH BBICOKHM PHCKOM POKIEHHS OONBHOTO pedeHKa B CeMbe
nanueHTa. 3adojeBaHHe MPOSBISETCA PSAOOM MATOTHOMOHHYHBIX cHMOTOMOB. K
HUM OTHOCST HAJIHUME MUTMEHTHBLIX MIATEH HAa KOKE IBeTa «KO(pe ¢ MOJIOKOMY,
HelipopudpoMm, B TOM uUHCiIe MMIEKCU(POPMHBIX, OOJBITUHCTBO M3 KOTOPBIX
pacnonararoTcs NOBEPXHOCTHO HA KOXKe, y3elku JIuina — ramapToMel pay>KHOM
obonouku raasa. ITo Mumo storo uacro B mpoitecc BoBiekaercs 1THC, onopuo-
IBUTATENIBHBIN annapaT v APYTrHe OPraHbl U CHCTEMBI.

BaxxHO TOMHHUTB, UYTO OPOIECC PA3BUTHS KIMHUYECKOH CHMIOTOMATHKHA MpPH
Helpopudpomartose I THHa ABIAETCA NHHAMHYECKUM, BAXKHO 3HATH KJIMHUYECKHE
KPUTEPHH, XapaKTepHbIE IS Pa3IHYHBIX ATANOB TeUEeHHs OOJe3HH, COOIOAAThH
MPEEMCTBEHHOCTh MEXK/IY CIEI[HATMCTAMH PA3IMYHOrO MPOMHIS U CBOEBPEMEHHO
MMPOBOJNTE KOMIUJIEKC JIOMOJHUTENBHBIX METOMOB JWArHOCTHKH, BKIIFOYAs
KT/MPT romoBHOr0O H CHOHHHONO MO3ra, MOJIEKYJISPHO-T€HETHUYECKYHO
OUarHOCTUKY U JAPYTHE.

KauHUYecKHe KpUTEPUH

IIpu mnocTaHOBKE aMArHO3a PEKOMEHAYETCs WCIONb30BaTh JAMATHOCTHUYECKHE
KPUTEPUH, PEKOMEHIOBaHHblE MeXIyHAPOAHBIM KOMHTETOM SKCIEPTOB IO
Heripoudbpomartozy. JJuarHocruueckum kputepuem 3adojeBaHus THa 1 CUMTAIOT
HaJM4Ke IBYX Wik Oojiee MPU3HAKOB U3 ykazaHHbIX Huzke (BO3, 1992):

* ecTh WK OoNee MITeH HBeTa Kode ¢ MOJIOKOM AuaMeTpoM Oojiee S MM B
npenyOepTaTHOM MepUOoAe WK AUAMETPOM 15 MM B mocTyOepTaTHOM MEPHOAE;

e nBe WK OoJiee HelipoduOPOMEI JIFOOOro TUMA JTUOO0 OaHA TIeKCH(OPMHAs
HeripoduOpoma;

* MCJIKHC MUTMCHTHEIC ITATHA B IOAMBIIICYHBIX H MAXOBBIX o6nacmx,
HAalIOMHUHAKOIIHNEC BCCHYIIKH,

* TJIMOMA 3PHUTCIILHOIO HEPBAQ,

e Ba U OoJiee y3enka Jluima (raMapToM pajaykKHON 000I0OUKH);



* KOCTHBIE€ H3MEHEHHS — AMCIUIA3KMS KPbLIA KJIHHOBUIHOH KOCTH, HCTOHUYEHHE
KOPTUKATBHOTO CJIOS TPYOUaThIX KOCTEH C MCEBA0APTPOIOM HiH Oe3 Hero,

* HanuuKe Helipodudpomarosa Tuna 1 y poacreennukos | crenenn poactea (mo
JTHM KPUTEPHSIM).

ﬂOl’[OJ’lHl/lTeﬂbele MEeTOAbI JUATHOCTHKH

Cpemu IONMOMHUTENBHON IUATHOCTUKHA MOAUYCPKUBACTCS BaKHOCTh HPOBEICHUS
Helipopaguosnorudeckux wmerogor. MPT romosHoro u cnmaHoro mosra (B
JIMHAMUKe, C WHTepBajoM B 1-2 roma), peHTreHorpaduu KpbUlbeB KIIMHOBHUIHBIX
KOCTel, MO3BOHOUHUKA W JUIMHHBIX KOCTEH (BEpXHMX M HIKHUX KOHEUHOCTEH ).
Helipopanuonoruyueckass TMarHOCTUKA, KAK MPAaBUJIO, HE BbI3BIBAET 3aTPYIHEHUM.
Omnako muarHo3 HerpodubpomaTosa B OONBIIMHCTBE CIyYaeB KIIHHUYECKUH, Tak
KaKk wu3MeHeHnii Ha MPromorpamme wmoxker ObITE HemocTtaTouHo. Ha
MPromorpammax Bcerga ompenensiercss TunuuHas MPkaptuHa OTHOCHTENIBHO
cummeTrpuuHoro, aupdyznoro mubdo mudhy3HO0UaroBoro raMapToMonoa00HOro
MOPKEHUsT MPOEKITUOHHBIX MPoBOAAImUX mnyted. OmaHUM U3  THUIHYHBIX
MPOSIBJICHUN  SIBJIICTCSL TJIMOMA XHAa3Mbl M 3PUTENBHBIX NyTeH, a Takke
miekcudopmMHas HefipodubOpoma OpOHTEI, pasBHBAIOINAsACA Ha (POHE TUCILIAZHH
KPbUIbEB KIMHOBUAHOW KOCTH M THITOIUIA3WH BUCOUHON noju. MoskeT BeTpeuaTscs
rupoiedanus, Jaiie BCero o0ycioBeHHas TJIMOMON MOKPBIIIKHA CPeTHEro Mo3ra
¢ okwmo3uedn BoponpoBoma. Kak mpaesuno, mnpu H®1  BeEBISsIHOTCS
MHOTOUYHMCJIEHHbIE TapaBepTeOpasibHble HEBPUHOMBI KOPELIKOB  CIHHAJBHBIX
HEPBOB.

Bo3moxkHO mpoBeneHHE MOJEKYJISPHO-TCHETHUECKON AMATHOCTUKHU, OTHAKO 3TOT
METOJ He sBJIAeTCS O0s3aTeNbHBIM JAJIsi IIOCTAHOBKH [AMAarHosa. Tak Kak
uneHTudukanus mytanuid B reHe u npsaMas JIHK-auarsoctuka 3Ha4YMTENBHO
3aTPYAHSIOTCSA THTAHTCKUM Pa3MEPOM reHa, BhICOKOM uacToTol MyTaluii de novo,
(haKTHYECKUM OTCYTCTBHEM MA’KOPHBIX MYTALIHH, a TAKKE HAJIMUHEM OONBIIOTO
YHCNIa FOMOJIOTMYHBIX JIOKYCOB. MyTallMOHHBIA aHaIN3 OPOBOOUTCA B IEPBYIO
ouepens Ha PHK/6enkoeom ypoeHe ¢ momowprd PTT-meroma (PTT - protein
truncation test, anri.): w3 MPHK nefikonutos kpou. Kpome TOro, ¢ moMoribio
JAHHOTO  MEeTOJa  BO3MOKHA  MpeHaTalibHas  JUAarHOCTHKA, a  TaKxke
NMpeauMILIAHTAIIHOHHAS JHArHOCTHKA B Tipouecce mporenenus KO  ams
CEMEHHBIX Map ¢ BBICOKUM PUCKOM MEepeaadr maToIOrHYECKOro reHa.

B comHuTenpHBIX Ciiy4asx, OCOOEHHO MPH MOAO3PEHHH HA 3JIOKAYECTBEHHBIH
MpOLECC, BO3MOKHO  IPOBEAEHHWE  AHarHocThHdyeckon  Owomcuu.  Ilpu
THUCTOJIOTHYECKOM  HCCJIEIOBAHUU B TNUTMEHTHBIX MATHAX  ONPEAESIOTCH
TMTaHTCKHE TpaHyjbl mArMeHnta (MakpomenanocoMel) 1 DOPA-nonoxutensHble
MenaHOUHTEL. HefipopuOpoMel — HEHHKANICYNIHPOBAHHBIE OMYyXOJH, B HHX
ONpenensroTess npoiudepauns BepeTeHOOOPA3HBIX KJIETOK C SApPaMH BOJHHCTBIX
oueptanuii, nponudepanus  GuOpoOIACTHYUECKHUX  DJIEMEHTOB,  OOJBIIOE

KOMHYECTBO HE3PCILIX KOJUIAI€HOBLIX BOJIOKOH, TOHKOCTCHHBLIC COCYAbI, OCTATKH
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HEPBHBIX MYy4YKOB, TKaHEBbIE 6a30¢uIIBI.

KoHcy/1bTaUMH CMeKHbIX CIEeLUATUCTOB

IIpu mocTaHOBKE KIMHHYECKOrO OUATHO3a HEOOXOOMMAa KOHCYJIbTALUS Y3KHX
CIENNAINCTOB. HeBposiora, odramemojora, Aepmaronora, xupypra (mo
MOKA3aHUAM - OHKOJIOra), HEHPOXUpypra, reHeTnka. BaxkHO TUYHO OCMOTPETh Kak
MOYKHO OOJTbIIIe POACTBEHHUKOB, €CITH B CEMbe OOHAPYIKEH XOTSA ObI OUH YETOBEK
C MATHAMM Ha KOKe I[BeTa «Kode ¢ MOJOKOM» WJIM MPU HAJIUYHH YKA3AHHI B
reHeaJiornyeckoMm  (ceMeliHOM)  aHamMHe3e  Ha  wieHa(oB) ceMbd  C
Bepu(pUUHPOBAHHBIM (MJIH MPEANnoJaraeMeiM) AHATHO30M HeWpodubdbpomarosa |
THOA, YYHUTHIBAS ayTOCOMHO-IOMHHAHTHEIH THN HACIEOOBAHHUS H BBICOKYIO
MEHEeTPAaHTHOCTEL 3a0oneBanns. Eciam B Takoll ceMbe HMEIOTCS HETH WA
MOPOCTKH, HEOOXOIMMA UX AUCTAHCEpHU3aIus, TaK Kak s HedpohuOpomMaTosa
XapaKTEPHO MOsBJIEHNE U HApACTaHUE KIIMHUUECKOH CUMIITOMATHKHA C BO3PACTOM.

AnpdepeHunanbHasg AUATHOCTHKA

Huddepenunansnas muarHoctika. bomee uwem mnpu 100 HACIEACTBEHHBIX
Oosie3Hel U KOHTE€HUTAIBHBIX CHHAPOMAaX BBISBIISIOTCSA KOXHbBIE MATHA THMA «Kode
¢ wmomokom». Yamie aguddepeHiuansHags AHMATHOCTHKA  MPOBOIUTCS  C
HelipopubpomaTozom 2 THOA, [OJI9 KOTOPOrO XapakTepHO OJHO-  HJIH
IBYXCTOPOHHEE HApVIIEHHE Clyxa, BCISACTBHE pa3BUTHS Heiipodudbpom
CIIyXOBBIX HEpBOB, U apyrue onyxoyd [{THC: MEeHUHTHOMBI, TJIHOMBI, LUBAHHOMBL
Hetipopubpombl MOryT OBITH COCTABHOM YacThi0 Tak HaspiBaemoro NAME-
cuHApOMA (CMHOHUM — cuHapoM KapHu), mposBIISIONIErOCS !

* MHOYKECTBEHHBIMH MUTMEHTHBIMH HEBY CAMM;

* MUTMEHTHBIMU IS THAMH THIA BECHYIIEK;

* MUKCOMaMH TPEICEePIH,

* MHKCOHUIHBIMHU ITOIKOKHBIMH HeHpodudpomamu.

B page cnydaer neobOxomumo auddepeHnupoBaTs 3a00j€BaHHE C CHHIAPOMOM
Hywnan, s kOTOpPOro xapakTepHBI:

* HU3KHUH POCT;

* KOPOTKAas IIes;

* AHOMAJIMH IPYAHON KJIETKH U MO3BOHOYHHKA,

* KPBUTOBHIHAS CKJIaJIKA HA IlIee;

o nebdexThl nuna (TUMEPTEIOPU3M, I[TO3, AHTHMOHTONIOWIHBIN pa3pe3 TJias,
SMUKAHTYC, KOCOTJIa3ue, MUOMKS, MUKPOTHATHS, HAPYIIEHUE MPUKYCA, aHOMAJIHH
yieit).



JleyeHue

Cneunduueckoro Jyedenus HelipoduOpomaTosa He cymecTByeT. BosmokHa
CUMIITOMATUYECKAS TEPAnusi, KOPPEKIN KIHNHHYECKUX TPOSIBJECHUH 3a00IeBaAHNUS.
IIpu HapyimeHusx 00y4YaeMOCTH U KOTHHTHBHBIX HAPYIIEHHUSIX PEKOMEHTYETCH
oOyueHue JeTeil ¥ MOAPOCTKOB B CIEIIIIKONAX W MPOBENEHHE COIHAILHON
peabunutaiuu 00MbHBIX. ONyXOJU SBJSIOTCS NMPUYUHONW OOJIEBOrO CHHIPOMA U
camkenus pyHkuuid. [Ipu BeipakenHoM Oos1eBOM cuHapome HasHavarotcss HITBC,
HEOMHUONHBIE W ONMHOWUIHBIC AHAIBIETUKH, TPULHKIHNYECKHE AHTHACTIPECCAHTEI
(OCTOPOKHO B BHIE PHCKA MPOBOKALHMH CYIOPOKHOTO CHHIAPOMA), TOMHpPAMAT
(Tonamakc), HeliponTHH (rabanentuH). Oproneauyueckue ONepaluu MOKa3aHbl MPH
HaJIMYAM KOCTHBIX JedopMaliiii, Ckoino3a. XUPYpPruuecKue OINepaiud TaKxKe
MPOBONATCA MPH HATUYHUH OOJIE3HEHHBIX HeHpohuOpoM wuian HelpodrdpoMm,
JIUTIOM WJTH TIAMHAJIIOM OOJNBIIKX Pa3MepoB, a TaKyKe MPU PACIONOKEHHH OMyXOJeit
B 00JIACTAX MOCTOSSHHOW TPABMATH3ALMH HJIA OMYXOJICH, SBJISIOLIUXCS MPUYHHOM
KocMetnueckoro medexrta. Jlyduemas Tepammss W XHMeOTepamus BEITONHSAECTCS B
Cryyasx Majurau3anuu onyxoner (ot 3 no 20% Bcex cimyuaer NF1).

3akmouenune

Hevipopubpomaros I tuna (Gonesnp PeknnHrxayseHa) — Ta:xe10€ HACIEACTBEHHOE
3a00NeBaHue ¢ PAa3HOOOPASHBIMH KIMHIYSCKUMH MPOSBJICHHAMHU, KAK CO CTOPOHBI
KOKH, TaK W CO CTOPOHBI APYTHX OPraHOB WM cucTeM. [Ipm mocTaHOBKE AMArHO3a
PEKOMEHIOBAHO HMCIIOJb30BATh AUATHOCTHYECKHUE KPUTEPUH MEKTyHAPOTHOTO
KOMHUTETa OKCIEPTOB MO HeldpodpuOpomMaTosy, OFHAKO Ui TOATBEPKIAEHHS
JIMarHo3a, OLEHKH MpOrHo3a 3abojieBaHMS W PHCKOB /Ui CEMbU MalMeHTa
HEeOOXOIMMO HCMOJIB30BATE APYTHe JOMOJHHUTENbLHBIE METO/Ibl HCCIIEeNOBAHUs, a
TAK)Ke MPUBJIEKATh CMEKHBIX creunanucroB. Cpenn HOMOJHUTEIBHBIX METOIOB
IMATHOCTUKH TIOOUEPKHBAaeTCs BakHOCTH mposeaeHus MPT rosjoBHoro mu
CIHHHOTO MoO3ra (B JAWHAMUKE, ¢ WMHTEpBaioM B 1-2 roma), peHtreHorpadpuu
KPBUTbEB KJIMHOBHIAHBIX KOCTEH, MO3BOHOYHHMKA W UTMHHBIX KOCTEH (BEpPXHUX H
HUOKHUX KOHEUHOCTeH), Ouorncun HelpogudpoMm, UCCe0OBaHHE OpPraHa 3peHHs.
Cnenunduueckoro JjedeHus HelpoduOpomaTosa He cyinectByer. IIpoBomurtcs
JUIIb CHMIITOMATHYECKAs Tepamnus, JICUSHHE NPOsBIeHu 3aboneBaHust vy
CMEKHBIX CIICIHATHCTOR, OHKOJIOTOB, XUPYPrOB, HEBPOJIOTOB.
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