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Peuenzus
AKTyaJIbHOCTH 3asiBJIEHHOM TEMBI pedepara B IepMaTOBEHEPOIOTMH OYEBU/IHA.

ITono6Hyt0 060cHOBaHHOCTH BEIGOPA TEMBI aBTOP pedepaTa Jana B BBOIHOMN YaCTH.
OpauHaTop packpelia CyTh H3ydaeMoil IpoGNeMBI, MOCTaBHIA Iienb, 0OpPATHB
BHUMaHHE Ha NPEAINOCHUIKK H3y4aeMoil TeMbl. [IpHBeleHBI pa3TH4HBIE TOYKH
3peHHUst B 3THOJOrUM U ratoreHese. Iloqpo6Ho paccMoTpeHa npobiema u3ydeHus
JAHHOW TeMBI B MEIUIIMHE.

YeTko cobmonens! TpeboBaHUs K 0GOPMITEHHUIO pedepaTa: TUTYIbHBIH JHCT, TLIaH-
OIJaBjI€HHE CO CTPAHMIIAMM, BBEHEHHE, OCHOBHAs YaCTh, 3aKIIOYEHHE, CITUCKH
JIUTEPaTypbl, HICTOYHUKOB, CCBLIKM B COOTBETCTBUH CO CTAHAAPTaMH.

Coz[epx(aHHe H3JIOKEHHOr0 MaTepuasa JIOTUHYHO ¥ I'PaMOTHO.

o

Pexomenyemas onenka pedepara 5 (0TIMYHO).

ITposepui: 1.M.H. npodeccop Kapauesa IO.B.

[Toamuce: 3 Lo
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BBenenue

HelipodubOpomaTto3 — Trpymnma CHUCTEMHBIX HACJIEACTBEHHBIX 3a00JICBaHUI,
XapaKTepU3yIOIMUXCSl TIOPOKAMH  Pa3BUTUS  CTPYKTYp OKTOJAEPMAIbHOTO U
Me30/IepMaIbHOTO POUCXOKICHUS, MPEUMYIIIECTBEHHO KOKH, HEPBHOM 1 KOCTHOU
CHCTEM, C MOBBIIICHHBIM PUCKOM Pa3BUTHS 3]I0KAYECTBEHHBIX OMyxojei. JlanHas
rpyIIa Mo COBPEMEHHBIM MPEACTABICHUIM BKJIIOYAaET 7 CAMOCTOSTEIBHBIX TUIIOB
3a0oneBanus. Haubonee wactoit dopmoii saBisercs HelipopuOpomarto3 I Tuma
(OGone3np Pexnunrxaysena, KJIACCUYECKUI WIH nepudpepudecKui
HelipodudpomaTo3s).

BrniepBbie kiiMHUYECKasi KapTUHA 3a00yieBaHus ObljIa ONKMCaHa BO BTOPOIl MOJIOBUHE
XIX Beka psgom uccienoBareneid, B ToM uncie B 1882 roay yuennkom Pynonbda
BupxoBa mnaronoroanaromom ®puapuxom ¢on PexnunrxayzenoMm. Onucanue
3a0oneBaHusi OBLIO CHENaHO 3a40Ar0 A0 OTKpbiTHS cTpyKTypbl JHK m,
COOTBETCTBEHHO, €r0 I€HETUYECKOW MpUpoAbl. B CBSA3M C 3TUM OHO MOJYYHIIO
Ha3BaHue «0one3nu Peknunrxaysena». [locie onpeneneHuss reHETUYECKUX IPUINH
BO3HMKHOBEHUSI TEPMHMH CTall ycCTapeBarb. B COBpPEMEHHONM MEAMLMHCKOM
nuTeparype 00se3Hb Ha3bIBaeTcs «HelpodudpomaTos I Tumnay.

INUAeMHO0JI0TUA

3aboneBaemocTh HelipopuOpomarozom I Tuna cocrapisier 30—40 6ospHBIX Ha 100
THICAY HACEJIEHMs, YTO COOTBETCTBYET OJHOMY 4eioBeky Ha 2500—
3000. 3aboneBanue BCTpeYaeTCs OJJMHAKOBO YaCTO CPEIU IPEICTABUTENICH BCEX pac
U sTHHYeckux Tpynn. Oba moma mopaxkaroTcs OAMHAKOBO uacto. Hacnemyetcs
ayTOCOMHO-JJOMHUHAHTHO C MIEHETPAHTHOCTHIO, Osn3Kkoi K 100%. Puck poxaeHus
pebénka ¢ HeitpouOpomMaTo3oM OT OOJTBLHOTO YeioBeKa coctaisieT muoo 50 % (B
ciydae rerepo3urotsl) aubo 100 % (B ciayuae roMo3UroThl). XapakTepHa BhICOKAs
4acTOTa BO3HWKHOBEHHUs HOBBIX MyTamuid (mpumepHo B 50% ciydaeB), KOTOpbIC
UMEIOT MPEUMYIIECTBEHHO OTIIOBCKOE MPOUCXOKICHHUE.

JTHUOJIOTUA U ITIaTOTreHe3

Hetipodubpomaros I Trrra Ob1T IEPBBIM OITYX0JICBBIM 3a00JI€BaHUEM C JIOKa3aHHBIM
TreHETHYCCKUM TporucxoxaeHueM. B 1990—1995 rr. Obu1a mokaan3oBaHa MyTaIus
Ha xpomocoMe 17qll.2., oTBeTCTBEHHass 3a pPAa3BUTHUE KIMHUYECKOW KaPTHUHBI
3a00J1eBaHMS.

[IpoTszkeHHOCTD U CcioHas opranu3anus reHa NF1 gaBiasieTcss npuurMHON BBICOKOM
YacTOThl CIIOHTAaHHBIX MyTauui. ['eH mmeer B mmmHy okoso 350 ThIC map
HYKJIICOTUJOB M JKCIPECCHUPYETCS, MOMUMO HEPBHOW CHCTEMBI, B Pa3JIMYHBIX
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TkaHsax. ['en xomupyer Oenok HeHpOoUOPOMUH, SIBISIOMIMICS CYNPECCOPOM
OITyXOJIEBOTO pocTa. ¥ 00JbHBIX HelpopudpomaTo3om | Tuna onucano cabiuie 500
pa3IUUHBIX TEHHBIX MYyTaluil Ha xpomocome 17¢. Xapaktep MyTaluii BechMa
cnenuduueH: Oonee 80% wu3 HUX BEeAYT K CHHTE3Y HEQYHKIIMOHAILHOTO
«ycedeHHOro» Oenka 100 K MOJIHOMY OTCYTCTBUIO TPAHCKPHUIITA.

[Ipu noBpexaenuu rena NFI B ogHolt u3 xpomocoMm 17 mapbl HOJOBHMHA
CUHTE3UpyeMoro HelpohuOpoMuHa CTaHOBUTCS Je(EKTHOH, U OTMEdaeTcs
CMEIIeHUEe PaBHOBECHUSl POCTa KIETOK B CTOpOHY mpoiudepanuu. Ocraromuiics
HEMOBPEKAEHHBIM aJUICNIbHBINA (Haxonsmuiicss B mapHo xpomocome) reH HD1
obOecrnieurBaeT CUHTE3 HOPMATBLHOTO HelpoduOpomuHa. B 3ToM ciiyyae BOSHUKAIOT
no0pokayecTBeHHbIE HOBOOOpa3oBaHMs. B ciyuyae yTpaTbl BCJIEACTBHE MYTAIUH
aienbHoro HopMaiabHOro reHa NF1 Bo3HHKaeT OypHBIM HEKOHTPOIUPYEMBII POCT
KJIETOK, pa3BMBAETCS 37I0KaU€CTBEHHAs OIYXOJb (4Yalie Bcero Heipopudpocapkoma
WM HeipoOmacToma). BeposTHOCTh WX BO3HUKHOBeHHUs cocTaBisier 3—15 %.
BeposiTHOCTh pa3BUTHS aCCOLMUPOBAHHOW ¢ HeWpodudOpomarozom [ THna
3JI0KaYECTBEHHOM OMYyXOJIM MPEBBIIIAET TAKOBYIO B MMOMYJISLIUUA B COTHU pa3 (TOJIBKO
B OTHOLIEHHHU MHuenoJieiko3a B 200—500 pa3)

BbIpakeHHOCTh KJIMHUYECKUX MpPOsBICHUN HelpoduOpomarosza ompenenseTcs
COCTOSIHUEM OOIIIET0 MPOTHUBOOIYXOJEBOI0O UIMMYHUTETA U MOXKET BapbUPOBATh B
MIUPOKUX Mpeerax.

KiimHHn4YecKasa KapTuHa

Hetipodubpomaros I Tuma nposBiaseTcs psjioM NaTOTHOMOHUYHBIX CHMITOMOB. K
HUM OTHOCSIT HaJM4YM€ MUTMEHTHBIX MATEH HAa KOXKE I[BeTa «KO(he C MOJIOKOMY,
HelpopuOpoM, B TOM YHCIEC ITUICKCU(POPMHBIX, OOJBIIMHCTBO W3 KOTOPHBIX
pacronararoTcsi OBEpXHOCTHO Ha KOXe, y3elKH Jluilla — ramMapToMbl payKHOU
000JIOUKH IJ1a3a.

JlebroT 3a0oneBaHMsI C TMEpUOJa HOBOPOXKICHHOCTH O S-JIETHETO BO3pacTa.
Brauasne 0ObBIYHO MOSABIAIOTCSI OKPYTIIbIE, PE3KO KOHTYpUPOBaHHBIE (IIBETa KOode C
MOJIOKOM) TiATHA arameTpom oT 0,5 1o 10 cm u Gonee, 00yCIIOBICHHBIE CKOTUICHHEM
MenaHouuToB. C BO3pacTOM KOJMYECTBO U pa3Mep IMATEH YBEIUYMBAIOTCH.
[loznHee, wamie B MOJIMBIIIEYHBIX SIMKaX, HAONIOMAIOTCS CKOIUIEHUS MEIKHUX
MUTMEHTHBIX MSATEH, MOX0KUX HA «BECHYIIKW» - cuMiitoM Kpoysa. Cunraercs, 4to
MIPU OTCYTCTBUM KAaKUX-TMOO JPYTrUX CUMITOMOB 3a00JI€BaHUSI HAIMYHUE HE MEHEE
6 MUIMEHTHBIX IISITEH TUAMETPOM HE MeHee 1,5 cM mO3BOJISIET yCTAHOBUTH IMATHO3
HelipodudOpomarosa | Tumna.



HetipoduOpombl — 1006poKayeCcTBEHHbIE OIMYyXOJHU, Pa3BUBAIOTCS W3 JIEMMOIIUTOB
nepudepuuecknx HEPBOB U SBISAIOTCA HawOoliee TUIUYHBIM MPHU3HAKOM
3a0oneBanuss. OHM MOSBISAIOTCS OOBIYHO MO3/AHEE (Yepe3 HECKOJIbKO MECALIEB WU
JIET, UHOTJA K IMEpPUOJYy IOJIOBOIO CO3PEBAaHUS M NPEICTABISAIOT COOOM MsTKUE
JIUJIOBO-PO30BbIE, KYIMOJI000Pa3HO BO3BHIIAIOLIMECS WM CHIASIIAE Ha HOMXKE
OKpYTJIbIE TUAMETPOM OT HECKOJIBKHUX MUJLTUMETPOB 0 HECKOJIBKUX CAaHTHUMETPOB
oOpa3zoBanusa. OHU pacnoJyiaraloTcsi MOJKOXKHO, MO XOJy HEPBOB, HauOoJIbLIEE
KOJIMYECTBO (BO3MOXXKHO, COTHH) - Ha TyJIOBHUINE (OCOOCHHO Ha TPYyaH, CIHHE,
nosicauiie). OT Jerkoro HaJaBIWBaHWsS MHOTHE OMYXOJH BTATHUBAIOTCS B KOXKY
(cMMIITOM «KHOTIKM OT 3BOHKay). Ilpu manpmanuu HelipoduOpoMbl, Kak MpaBuiIo,
6e30ose3HenHble. C BO3pacTOM MPOMCXOAUT HEYKIOHHBIM MEIJIEHHBI poCT
HepopuOpoM, HE TOJIBKO B MEPHOJ] MOJIOBOTO CO3PEBaHUs WHAMBHIYyMa, HO U Yy
KCHIIUH B TIEpHO]T OEPEMEHHOCTH.

CymiecTBYIOT TUieKCU(GOpMHBIE HEHPOhUOPOMBI KOTOpPBIC MPEICTABISIOT COOOM
pa3pactaHue TKaHEH HepBa B CTPOME M3 HOPMAaJbHBIX OKPYXKAIOIIUX TKaHeh. WX
COTNPOBOXKJAET THUNEPTPO(DHsS TMOpPaKEHHBIX YYaCTKOB Tejia (CIOHOBOCTh) U
BHYTPEHHUX OPraHOB. OJTHU OJIMHOYHBIE, OOJBIIMX pPa3MepoB HEUPOGUOPOMEI,
BcTpeuaromuecs y 5% O0JNbHBIX, Yallle BCEro HAUMHAIOT Pa3BUBATHCS 10 POKIACHUS
pebeHKa U MpOosBIAIOTCS K 2-71eTHEMY Bo3pacty. [lnekcudopmubie HelipodhuOpombl
4acTO MOJABEPraloTCs 03JI0KaYECTBICHUIO C Pa3BUTHEM HEUPOPUOPOCAPKOMBI.

W3 BHEKOXHBIX CHUMITOMOB HauOOJbIIEe IUATHOCTUYECKOE 3HAYEHHE HMEIOT
NUTMEHTHBIE TaMapTOMBI paaykHoi o0onouku (y3enku Jlumia), Bo3HHMKaromue B
JIETCKOM BO3pacTe U OOHapy>KMBaeMbl€ C MOMOIIBIO MIEJIEBOM Jamiibl. YacToTa ux
BBISIBJICHHMSI HapacTaeT C Bo3pacToM. W3 JApyrux mNOpaKeHWMl TJia3 4acTo
BCTPEYAIOTCS TJIMOMBI 3pUTEJIBHOTO HEPBA.

Cpenu o0mux nposiBICHUM 3a00JI€BaHMS OTMEYAIOT MaTOJIOTHIO HEPBHOM CUCTEMBI,
OCOOEHHO B JETCKOM BO3pacTe, M 3JOKAYECTBEHHBIC OIYXOJW TKaHeHW —
MIPOU3BOJIHBIX HEPBHOTO BalMKka y B3pocihbix. [Ipm Heitpodubpomaroze 1 tuma
4acTOTa Pa3BUTHS OMYXOJEW LEHTPAJIbHOW HEPBHOM CHUCTEMBI COCTABIIAET OT 5 110
30 %. Haubomnee 4acTo BO3HHKAIOIMIUMH TPU JTAHHOM 3a00JIEBAHUU OITyXOJISIMU
HHC saBasitoTCS TIMOMBI  3pUTENIBHBIX HEPBOB, AaCTPOILUTOMBI, AIEHIUMOMBI,
HEBPUHOMBI CIIyXOBOTO HEpBa, MEHUHTHOMBI W HehpoduOpomsl. KnuHudeckas
kaptuHa npu  onyxonsx IIHC Oymer 3aBuceTh OT HX  pa3MepoB,
MECTOPACIIOJIOKEHHS U BOBJICUEHHBIX B MATOJOTHUECKUN Mpoliecc oOpazoBanuii. B
50% ciyyaeB HaOMIOAAIOTCS KOTHUTUBHBIE HAPYIICHUS PA3JIMYHON CcTeneHU (OT
JIETKUX JI0 BBIPAXKEHHBIX), Yallle B COYETAHUU C HE3HAYUTEIbHBIM UM YMEPEHHBIM
cHmkeHneM kodddurmenta ymcreerHoro paszsutus (IQ <70), 3aTtpyaHeHUsIMU B
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OCBOCHHMM NMHUCHbMa, YTEHMSI U CUETA; HAPYIIEHHE POCTa U MOJOBOTO CO3pEBaHMS,
AIWIEIICHUSL.

N3menenus kocteil HaOMIOAAIOT Y MHOTUX OOJBHBIX, Y eTeid — B 43,5% ciyyaes.
XapakTepHbl HU3KUN pocT U Makpouedanus. Yacto oTMeuaroT YepenHO-IUIEBYIO
JUCIUIA3UI0, B TOM YHCJIE KPbUIbEB KIMHOBUAHONU KOCTU. Y OOJIBIIMHCTBA OOJBHBIX
pa3BUBAETCSl CKOJIMO3, KAK MPABUIIO, HA BTOPOM JECATHIECTUU >KU3HU. OOBIYHO
[IOpa)kaeTcsi MEeUHO-TPYAHON OTIEI IMO3BOHOYHHUKA. XapaKTEPHBI IICEBI0APTPO3LI
TpyOuaThiX KOCTeH, o0coOeHHO OombietepoBbiX. OOBIYHO 23Ta MATOJIOTHUS
BPOXKCHHAsI.

Y OOnBHBIX YacTO HAOMIOJAIOTCS pa3HOOOpa3HBbIE SHAOKPUHHBIC HApYIICHUS,
NaTOJIOTUS  CEPACYHO-COCYIUCTOM cHucTeMbl. K XapaKTepHBIM MPOSBICHHUIM
6osie3HU OTHOCAT UG (PY3HYIO XPOHHUECKYIO IeNaTonaTuro.

Kpome toro, mytarus rena NF1 MoxeT ObITh IPUUNHON MHUEIOUCILIACTHIECKOTO
CHHJIpOMAa M PEIKOTO THUMa JEHKo3a — IOBEHWIbHONW MHUEIOMOHOIIUTUYECKON
nerikemun (FOMJI) (anri. juvenile myelomonocytic leukemia), BcTpewaromencs y
nerert mmamame 2 jget. Jerm ¢ FOMIJI xamyroress Ha OBICTPYIO yTOMIISIEMOCT,
yCTaJIOCTh, JTUXOPAJKY, YaCThle KPOBOTEUEHUS (reMaTOMbl) IPU HE3HAYUTEIbHBIX
TpaBMax

HpOFH03 IJIA BBI3AOPOBJIICHUA H€6HaFOHpHHTHBIﬁ, €0 TAXKCECTH OIPCACIIACTCA
CTCIICHBIO BOBJICUCHUA B IIPOUCCC BHYTPCHHUX OPIr'aHOB U CUCTCM.

3akioueHune

Hetipodubpomaros | Tuna (6ose3np PekmHrxay3eHna) — TsHKeI0e HacleICTBEHHOE
3a0o0JIeBaHUE C Pa3HOOOPA3HBIMH KIMHUYCCKUMHU MPOSBICHUSMHU, KaK CO CTOPOHBI
KOXH, TaK U CO CTOPOHBI JAPYTHMX OpraHoB u cuctem. Heiipopubpomaro3 | tumna
SBJIIETCSI CAMBIM PACIIPOCTPAHEHHBIM U M3BECTHBIM HEUPOKOKHBIM 3a00JIEBaHUEM,
MOPaXKAIOIUM  OJMHAKOBO  YacTO TMpEeACTaBUTENIed BCeX pac. 3HaHHE
ATHOMATOTeHe3a M KIWHWYECKUX TMpOsBIeHUN Heiipodubpomaroza | Tuma
HEOOXOIMMBI JIEPMATOBEHEPOJIOTY Il TPABWJIBHOW TIOCTAHOBKHM JIWArHo3a
MOTEHIIMAJIBHO MHBATUAN3UPYIONIETO 3a00J€BaHs, BEIOOpA MPABWIBHON TaKTUKH
JeYeHHs] ¥ aOWIMTAIlMK TAIMEHTOB, PEIICHUs BOIPOCAa O MPOJOJDKEHUU Pojia U
pPHUCKax JJI TOTOMCTBA.
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