marHuem (0,37), nokasaTensimm MuHepa-
nmsaumm (0,34) nxenesa (0,03). Heobxo-
OVMO OTMETUTb, YTO 3UMOI CTENEHb BNU-
AHna Hedtn (0,82), HuTpaTHOro asota
(0,77), xnopa (0,41), cbeHona nety4yero
(0,40), xenesa (0,34) 3Ha4NTENBHO YyCU-
nuneaetca. OTmevaeTca npsimas cnabas
KOppEensUMOoHHast CBSA3b Mexay Mnokasa-
Tensmu 3abonesaemoctn 3H opraHoB
reHuTanuii n ypoBHEM 3arpsi3HEHHOCTU
noBepxHocTHbIX Bog: CMAB (r = 0,23),
o6wmm asotom (0,16), MuHepanbHbIM
docopom (0,16), cynbcatamu (0,15),
LMHkoM (0,14), aMMOHMIHBIM chocdhopom
(0,12). B 3uMHee BpeMms Yy XEHLLUMH Heao-
cTatoyHocTb kucnopopga (0,35) n marHus
(0,20) cnocobcTBYET poCcTy nokasatenen
3abonesaemoctT 3H penpoayKTUBHbIX
OpraHoB.

Hauvano TpeTtbero Toicadenetus (2001-
2015 ) B PC(A) xapaktepuanpyetcs
pocTOM noka3aTtenen 3aboneBaemocTu
remobnactozamm CO CpeaHerofoBbIM
Temnom npupocta 1,0%, 4To nossonser
cynTatb 060CHOBaHHBLIM NPOBEAEHNE pa-
00T, HanpaBneHHbIX Ha BbISICHEHWE POMU
3arpsisHawmnx gaktopos OC (npexae
BCEro rmapocdepbl), BO3MOXHbIX 3TWO-
TNIOrMYECKMX MOMEHTOB [aHHOro ¢eHo-
MeHa. [lo [aHHbIM  KOpPEensiyMOHHOro
aHanu3a, BbISIBMEHO Hanu4yve (C Ce30H-
HbIMW KonebaHusMKn) MpPsSMON CpeaHewn
CWnbl CBA3M C coaepxXaHuem: HedpTwn (r =
0,61 netom un 0,67 3umow), xnopa (0,49
n 0,57 coorBetcTBeHHo), CMAB (0,40 n
0,57), nutpugHoro asota (0,32 un 0,55),
MUHepanbHoro cocdopa (0,26 n 0,49) n

HuTpaTHoro a3ota (0,16 n 0,51). Cornac-
HO aHanuay, 4ns pocta 3aboneBaemMocTu
3H KpoBeTBOPHBLIX OpraHoB M numdaTtu-
YEeCKUX TKaHel CyLLeCTBEHHOE 3Ha4YeHne
MMENOo HefoCTaTOMHOE CofdepKaHue xe-
nesa B Boge (r = 0,4 netom n 0,21 3u-
Mol). B 3umMHee Bpems BbisiBNeHa 6onee
cunbHaga npsimas cBsa3b 3abonesaemocTu
remobrnactosamun c cogepxaHuem de-
Hona (0,53), cynbdatos (0,46), obliero
(0,45) n ammoHunHoro (0,42) a3oTa 1 06-
wero gocdgopa (0,38) n 6onee cnabasa
npsimasi CBsi3b C COAEpXXaHWeM UMHKa
(0,03) n HegoOCTaTOMHOCTLIO KUCopoaa
(0,19).

B 3aknioyeHne oTMETUM, YTO OHKOMU-
rmeHnyeckasi npodunakTika, SBMSAsCb
OOHVMM U3  BaXHEWLWWUX HanpaeneHun
nepBUYHON NPOUNaKkTUKN paka, npu-
3BaHa pelunTb 3agayvy Nno BbISBMNEHUIO U
yCTpaHEeHN0 BO3MOXHOCTU BO3OENCTBUSA
Ha 4eroBeKka KaHLepOoreHHbIX hakTopoB
okpyxatoLer cpeabl. C Lenbio JocTuxe-
HUS NO3UTUBHbIX pe3ynbTaToB B paboTe,
HanpaBMneHHOW Ha yny4lleHne OHKO3Mu-
aemuvonorudeckon cutyaumm B PC(A),
cnegyet obpatuTb ocoboe BHUMaHME Ha
BOMPOCbl CBOEBPEMEHHOIO BbISIBNIEHMS
(haKTOPOB prCKa, CBA3AHHbIX C 3arpsidHe-
HUEM OKpY>KatloLLel cpeabl, B TOM yucne
rmgpocdepbl, CMocobCTBYOLMX POCTY
nokasarenen saboneesaemocTtun 3H.
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HEMPO®UBEPOMATOS3 | TUMA: 3TUONATO-
NEHES, KIIMHUKA, QAUATHOCTUKA, NNEYMEHUE

BonesHb PeknuHrxayseHa, wnu Hew-
podwmbpomaros | Tuna (H®1) — ogHo n3
Hanbonee pacnpoCcTpaHEeHHbIX MOHOMeH-
HblX 3aborneBaHWn C ayTOCOMHO-L4OMU-
HAHTHBbIM TUMOM HacregoBaHWsl, OTHO-
cslleecs Kk hakomatozam. dakomaTosbl
(rpey. phakos — naTHO) — rpynna Hacnea-
CTBEHHbIX 3aboneBaHnn, 06beguHEHHbIX
0o6LLMMU 3BEHBbSAMY NaToreHesa, KoTopble
XapaKkTepu3yrTCsl COYETAHHbIM Mopaxe-
HMEM HEPBHOW CUCTEMbI, KOXW, rMa3 u
BHYTPEHHVX OpraHoB. TepMuH «dako-
mMaTo3» Brnepsble BBen B 1920 r. Jan van
Der Heve, onucaBlIM U3MEHEHUSA Ha
rma3HoM JHe B Buae nsiteH [4].

Henpocpubpomartos | tuna (H®1) B
1882 r. BnepBble Obin onMcaH HeEMEeLKNM
Bpayom Frederich von Recklinghausen.
Tun HacnegoBaHUsA — ayTOCOMHO-A0MU-
HaHTHbIM (AL) [3, 9]. Mpun Hanuum HP1
y OOHOrO U3 poauTENen pUCck HacnegoBa-
HMS pebeHKOM MYTaHTHOIO reHa CoCTaB-
nset 50%, y oboux — 66,7% [6].

B pnaHHOW cTtaTbe paccMOTpeHbI npu-
UYMHbI, MNATOTEHETUYECKNE MEXaHU3MbI
pa3BuTuUsi 3aboneBaHusl, ero OCrOXHe-
HWIA, MONEKYNApPHO-reHeTUYeCcKkne MeTo-
bl McCneaoBaHus.

PacnpocTtpaHeHHocTb H®1. o aaH-
HbIM NMTepaTypbl, YacToTa BCTpeYaeMo-
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CTU Helpocumbpomartosa | Tuna B pas-
HbIX cTpaHax cocTtaensdet 1:3000-5000
B obwen nonynauun, B Poccnm — 1:2800
— 3300 [5]. B wactHocTu, B Pecnybnuke
Caxa (AkyTtnsi) cpeom 6onesHen ¢ A Ha-
cnepoBaHueM 6GonesHb PeknuHrxayseHa
3aHUMaeT TpeTbe MecTo. [lo AaHHbIM
PecnybnvkaHckoro reHeTnyeckoro pe-
rmcTpa HacnegcTBEHHOW U BPOXOEHHOM
natonormn PC(A), ¢ 1 Hosbps 2008 r.
no 31 gekabpst 2013 r. (8 2008 . — 78,
2013 r. — 136) HabnogaeTca TeHaeHUnst
K YBENMUYEHUO KonmyecTBa OOSbHbIX
H®1 [1].

Atnonorua u naroreHe3s. 3abone-
BaHWe XxapakTepusyeTcs BbICOKOW MneHe-
TPAHTHOCTBLIO Y BO3HUKHOBEHMEM HOBbIX
MyTauun — noyutn 50% myTtauum de novo.
MpunymHon HP1 asnawTcs reteposunrot-
Hble myTauuu B reHe NF1. ['eH kogupyet
6enok HempodrMOBPOMUMH, KOTOPbLIN ABMS-
€TCA OHKOCYNnpeccopoMm W1 perynupyet
RAS-cuctemy. MNpoTsHKEHHOCTb U CMNOX-
Hasi opraHm3aumsa reHa NF1 gsngetca
MPUYMHON BBLICOKOW YacTOTbl CMOHTaH-
Hbix MmyTauun [3]. e NF1 nokanusoBaH
Ha 17q11.2 n nmeet 62 ak3oHa. CKOpOCTb
BO3HWKHOBEHUSI MyTaummn B reHe NF1 B 2
pasa Bbille, YeM B ApYrux fiokycax, U co-
ctasnset 10-4 Ha reH [7].

Ona 6one3Hn PeknuHrxayseHa xa-
pakTepeH reHOMHbIA UMNPUTUHTL, 1 90%
MyTaUWA UMEKT OTLOBCKOE MPOUCXOX-
AeHve. bonesHb npoTekaeT ¢ 6onee BbI-
PaXXeHHOW KINVHWUKOWM NpW HacrneaoBaHum
MYTaHTHOTO annenss Mo MaTepuHCKOMN
nnHWUNK [7].

Y 6onbHbix H®1 onucaHo 6onee 500
pasnuyHbIX MyTaUui reHa, okanm3oBaH-
HbIX Ha 17Q. XapakTtep MyTauui gocra-
TOYHO cneuncumyeH: 6onee 80% M3 HUX
BeOyT K CUHTE3y HedyHKLMOHaNbHOro
«yce4yeHHoro» ©Genka nmMbo K MONHOMY
OTCYTCTBMK TpaHCKpunTa (HOHCEHC-MY-
Tauumu, MyTauuMu B calTax CnnawcuHra,
Jerneunmm 1 BCTaBKM CO COBUIOM «paM-
Kn», KpyrnHble Aeneuunun, oxeaTbiBaloLmne
BECb [€H UMM €ro 3Ha4YMTEmNbHYI YacTb).
OcTanbHble MyTauuv NpeacTaBnsAlT co-
6on BHyTpeHHVe peneuun 6e3 casura
«pamMKM» U MUCCEHC-MyTauuu, 3aTpa-
rmBamoLliMe  (QYHKUMOHANbHO  BaXkHble
yyacTku HenpodmbpommHa [3].

Benok HenpogmbpoMuH npoayumpy-
0T HEPBHbIE KMNETKU, a Takke crneynanu-
3MPOBaHHbIE KMETKM Hewpornun (onu-
ro4eHOPOUNTLI, LUBAHHOBCKUE KIMETKM).
HeliponbpomMunH coaepxuT B CBOEM CO-
cTaBe foMeH GenkoB-akTmBaTopoB [ TO-
asbl. [NocpeacTBoM aT0ro JoMeHa 6enok
HenpodnbpomMmnH y 300pPOBbLIX NoAen
B3aUMOZEWNCTBYET C MPOAYKTOM MPOOH-
koreHa RAS, nHrnbupyet ero dyHKUuo
N peanuayeT Cynpeccuio KNeToYHON Npo-

nudpepaumn [10].

HenpodnbpommH MHOTO(YHKLNO-
HaneH, KpoOMe OryXOreBoW Cynpeccuw,
3anyckaeT Apyrve CurHanbHble MnyTu 1
KneTovHble npouecchl. Henpodubpo-
MWH MOBCEMECTHO 3KCMPECCUpyeTcsi BO
BpEMsi 9MOpPMOHaNbHOro pasBUTUS W
yyacTByeT B AMddePEHLIMPOBKE CKeneT-
HbIX, CEepAEYHO-COCYANCTON N HEPBHOW
cuctem [14]. Mo gaHHbIM pa3nUYHbIX 1UC-
cnefoBaHUM BbISIBAEHO, YTO Henpodu-
OpOMMH NOCPEACTBOM B3aMMOLENCTBUSA
C MHOXeCTBOM OernkoB y4acTByeT B And-
depeHUmMauMm HenpoHOB, BNUSET Ha
NpoLEeCcChl KNEeTOYHOW nponudepaummn u
aaresviv, BOBMEYEH B NPOLECC 3aXuBre-
HMS paH, nponudepauun dprubpobnactos
N ocaxgeHun konnareHa [7].

B ocHoBe naToreHesa Herpocumbpo-
maTto3a | Tuna nexuT HapylleHue pery-
NAUUM  NPOBEAEHUS  BHYTPUKIETOYHOrO
curHana no RAS-nytn. 9toT nyTb aBns-
€TCA OfHVMM U3 pellallmMX B pasBUTUN
KNETKN N opraHuama B LENOM, TaK Kak
perynupyet TakuMe BaXHble NPOLECCH,
KaK KNeToYHbIN LUK, pOoCT U anddepeH-
unaumst knetkn. bonblMHCTBO MyTauum
rEHOB, KOTOpble KOAUPYKT KOMMOHEHTbI
RAS-nyTn, npnBoaAT K YpesamepHon He-
KOHTpONuMpyemom akTMBHOCTU. B cBsA3u ¢
BbILLEN3NOXEHHbIM RAS-natum otHocaT
K 3a00neBaHUsIM C NOBbILLEHHLIM PUCKOM
OHKONornyecknx Hapywexui [10].

KnuHunyeckue nposiBneHus 3abone-
BaHUS XapaKTepuaylTcs COYeTaHHbIMU
nopaXeHNsiMM HEepBHOW cucTeMbl (ne-
pucepuyeckon U LeHTpanbHOM), KOXW,
NMOOKOXHOW KIEeTYaTKM, 4acTo C Hapylue-
HUSMW BO BHYTPEHHWX OpraHax, 3HAo-
KPWUHHOW cucTeMe M KOCTHbIX Aedopma-
umsix, pagyxHow obornouke rnas [9].

Helpodnbpombl — AobGpokayecTBeH-
Hble 06pa3oBaHnsA, NPOU3BOAHbIE HEPB-
HoV 060M0YKM NeprUdEPUYECKMX HEPBOB,
COCTOsILIME W3 pa3HblX BMAOB KIETOK:
LLIBAHHOBCKMX KMeToK, ¢mbpobnacTtos,
TYYHbIX KIETOK, 3HAOTENuarnbHbIX Kre-
TOK, KOInareHoBbIX BOMOKOH [2]. YcTa-
HOBIEHO, YTO FOPMOHbI BIUSIOT HA POCT
Hevpodmnbpom [11]. MepBble Helpodu-
6pombl nosiBRAOTCA B nepuog npenybep-
Tata unu nybeptata. Henpodnbpomsl
0ObIYHO MMOTHbIE HAOLLYMb, AUAMETPOM
1-2 cM n OGonee, 6e3bonesHeHHbl, HO
ecrnv BOBMeYeHbl nepudepuyeckne He-
pBbl, TO nosiBNAeTca ©0ne3HeHHOCTb u
HapyLweHve vyscTButensHoctn [10]. Xa-
paKkTepHbIM CMMMNTOMOM SBASIETCS MPO-
BanuBaHve nanbLa npu Nerkom Haga-
BMMBaHWUM ((PEHOMEH «KHOMKAa 3BOHKa»).
JlokanuaytoTcst Helipodnbpombl Ha Tyro-
BMLLE N KOHEYHOCTSIX, Y XXEHLUUH OObIY-
HO BCTpEYaloTCa Ha opeonax MOMOYHOM
xenesbl [12].

KoxHble nposiBneHus SABNAKTCA ca-

MbIMW [OCTYMHbIMU  AMArHOCTUYECKUMU
KpUTEPUsSIMM 1 B BOMbLUMHCTBE CriyyYaes
ObiBalOT nepBbiMM cumnTomamu Gones-
HW. Tak, NMrMeHTHbIE NATHA «Kode ¢ Mo-
nokom» (cppaHu,. cafe-et-lait) — nepbii n
NOCTOSIHHbIN NpU3HaK HellpodmnbpomaTto-
3a | Tuna, BcTpevatowminca B 95% cny-
yaes. [1aTHa yBenuumBaoTCca B pasmepe
no mepe pocta pebeHka [2]. Mpu rnucro-
JIOrMYECKOM aHanmn3e NMUrMeHTHbIX MATEH
0o6HapyxuBatT Anddy3sHble OTNOXEHUS
B COCOYKOBOM Crioe AepMbl MenaHobna-
CTOB U MENaHOLMTOB C BKMOYEHMEM Me-
naHvHa B umTonnasme [11]. BecHylku
(cvnopom KpoyBa) — nMrMeHTUpoBaHHbIe
NsiTHa CBETNO-KOPWYHEBOrO LiBETA, pas-
mMepoM 1-3 MM, NTOKanvM3oBaHHble B Noa-
MbILLEYHbIX W MaxoBbiXx obracTsix, nog
MOSIOYHbIMY KEerne3amu, BbISBMATCS B
OONbLUMHCTBE CryyaeB Ha 2-M rogy Xus-
HW. KOXHble MpOsiBNEeHMs MOryT COnpo-
BOXOATbCS 3y40M, KOTOPbIV BCTpevaeTcs
npy 20% criyyaeB M CHUXAET KayeCTBO
XKM3HW BOMbHbIX [2].

MnekcndopmMHbie Henpodhnbépomsl
CYMTAKOTCH  NaTOrHOMOHUYECKUM  MpU-
3HaKkom OonesHu. MMCTONOrMYecKn OHU
npeacTaBnsloT  cobol  MHOroYUCIEH-
Hble YOJNIMHEHHbIE WHKancynMpoBaHHbIe
HelponbpoMbl, 4acTo CMeLlaHHble C
anddysHon Henpodmbpomon, koTopas
BKMOYAET AEpMY U MOOKOXHbIA KUPO-
Bow cnoi. MNpu nanenauumn xapakrepHoe
owlyuieHne «Mellka ¢ 4vepamu» [12].
MnekcndopMHble HeEpOoUBPOMBI MOTYT
BbI3blBaTb 006e300paxvBaHne u MoryT
HapyLwatb YHKLMU UnNu gaxe nopBep-
raTb ONACHOCTM XM3Hb [17].

MpumepHo y 20% 6GonbHbIX BCTpeya-
I0TCA rMasHble cumnTombl [11], KoTOpbIE
NOSIBISAOTCH C POXAEHWS UMK B NepBble
roapbl Xn3Hu pebenka. Npu ocmoTpe rnas-
HOro Ha B obnactu gucka 3putenbHOro
HepBa unu no nepudepun rmasHoro gHa
BbISIBMSIIOT ~ OMyxonenogobHele  Gyrpu-
cTble xenTble obpasoBanus [4]. MpakTn-
Yyeckm y Bcex 6onbHbix cTaple 20 neT Ha
pagyXHoi obornoyke rnasa oTMevarTcs
y3enku Jlvwa, koTopble npeactaBnsaloT
coboin Hebonbluve GenecoBaTblie MATHA
(ramaptombl) [11]. TMporpeccmpoBaHue
naTonornn rnas NpMBOAUT K yXyALUEHUo
WY MOSTHON noTepe 3peHns [4].

[oBonbHo 4YacTto, B 25-50% cnyva-
eB, bonesHb PeknuHrxayseHa conpoBo-
XOaeTcs KOCTHbIMKM Aecbopmauusmm B
BMAE KM(GO3KONMMO30B, XapakTepusyto-
LMMUCA paHHeln MaHudecTaumnen n obl-
CTPbIM MPOrpeccupoBaHNEM, KOTOpble
BeayT K HeobpaTMMbIM cepaeqHO-neroy-
HbIM Y HEBPOJSIOTMYECKAM HapPYyLLUEHUSAM.
MpenoTBpaTnTb UX MOXET TOMbKO CBO-
€BpPEeMEHHOE  XUpYyprnyeckoe BMella-
TenbCcTBO. B obrnacTu ckonvonutuyeckomn
gedopmaumm OTMeYaeTCa HapylueHue



TemnepartypHo-6oneBoi
HOCTW, NpOosiBNSOLLEECs
1 TepmoaHecTesnen [8].

OcobeHHOCTb 3aboneBaHns xapakTe-
pusyetca crneundunyeckon nocnenosa-
TENbHOCTBIO MPOSIBNEHNSA  KIMUHUYECKUX
Npu3HaKkoB. Tak, C pPOXAEHUS UNN paH-
Hero Bo3pacTa NosiBMATCA MUIMEHTHbIE
naATHA, NNeKcn@OpMHble Henpodnbpo-
Mbl, CKENEeTHble Aucnnasuv, a apyrue
CMMNTOMbI MOTYT NPOSBNSATLCS NO3JHee,
kK 5-15 rogam. lNpn atom oTmevaetcH
BblCOKasi BapuabenbHOCTb KIMHUYECKNX
NPOSIBNEHNN, TEYEHUS U CKOPOCTU MpO-
rpeccupoBaHust HelipodmnbpomaTosa |
Tvna [4]. OgHum 13 hakTopoB Takon Ba-
puabenbHOCTM nposBneHu 3abonesa-
HUS MOTYT ObITb UHAMBMAYANbHBIE OCO-
©EHHOCTV UMMYHHOW cucTemsl [7].

Helipodmbpomatos | Tuna Takke nme-
€T [AOMNOIHUTENbHbIE KITMHUYECKne Nnpo-
SIBMEHUS: SHOOKPUHHbIE paccTponcTea
(dbeoxpomonuMTOoMa, HapyLLleHne pocTa u
MOrioOBOr0 CO3pPEeBaHWS); NU3MEHEHNS CKe-
neta (ckonuo3 — go 15%, nedopmaums
rPYAHON KNETKX, CNOHAUIONNCTE3, He3a-
paLleHne OyxeK NO3BOHKOB, KpaHMOBEp-
TebpanbHble aHoManuu, acumMmeTpus
Yyepena, nceenoapTpo3) u ap. [4].

MomMUMO  xapaKkTepHbIX MPU3HAKOB
3aboneBaHus, GonbHble Herpodunbpo-
MaTo3oM | Tuna noaBepKeHbl NOBbILLEH-
HOMY PWUCKY pPa3BUTKS 31TOKa4YE€CTBEHHbIX
onyxonew. Tak, HEBPONOrMyeckue orny-
XOn COCTOSIT W3 FMMOMbI 3pUTENBHOMO
HepBa, aCTPOLMTOMbI U LLIBAHHOMBbI. BHy-
TpU4epenHble Onyxonu MoryT Bbl3blBaTb
cypoporn. Opyrummn 3nokayecTBeHHbIMU
HOBOOOPa3oBaHUsIMK, KOTOpbIE, Kak CO-
obllaeTcs, cBsAA3aHbl C 9TMM 3aborne-
BaHMEM, SBNAKTCA onyxonb Bunbmca,
pabgomuocapkoma, nevkemus, peTUHo-
Onactoma n 3rokayecTBEHHasi MenaHo-
ma [12].

S. Fdil ¢ coaBT. onucanu cnyyan
peakoro M MPOrHOCTUYECKUM CEPbEe3HOro
OCIMOXHEHNs1 npu  Herpodmnbpomarose
| TMNa — CNOHTaHHBIN remMoTopakc — U
pekomeHOoBanu MpuBreYb BHUMaHUe
K BbICOKOMY reMopparnyeckomy puCKy
y naumeHToB C HerpodnbpomaTosom
[16]. B.A. ®unoHoB, T.A. 3axapblyeBa U
COaBT. B CBOEM HabnwogeHun onucanu
nctoputo 6onesHn 10-netHero manb4u-
Ka C AmarHo3oM Hempodwmbpomatos |
TUNA, OCMOXHEHHBIA KMLLIEYHbIM KPOBO-
TevyeHneM. [JaHHbIN criyvan nokasbiBaeT
HEeobXoaUMOCTb  AOMONHUTENBHOrO 00-
crnefoBaHus MULLEBapPUTENBHOIO TpakTa
[6]. MaumeHTbl ¢ HerpodrbpomaTo3om
| TMNa ocobeHHO BOCMPUMMYMBLI K BHY-
TPEHHUM aHeBpU3MaM SIPEMHON BeHbI
13-3a aHoManunm COCYAUCTON CTEHKH,
KOTOpble TaKxke criegyeT yuuTbiBaTb Npu
H®1. Tak, no gaHHeim K. Delvecchio n

YyBCTBUTENb-
runecresnen

COaBT. ObIn onMcaH crny4van BHYTPEHHEN
aHeBpV3Mbl SPEMHON BeHbl pa3mMepom
6,9 cm x 3,8 cm x 6,5 cm y 63-neTHen
GonbHoON ¢ Helpodmbpomatosom | Tvna
[15].

CornacHo peTpoCcneKkTUBHbIM  pee-
CTPOBbIM MCCeAO0BaHUSIM MO BPOXOEH-
HbIM aHoOManuaM cpeou naumeHToB C
NF1 B nmonynaumm ®duHNsHAMKM, npose-
AeHHbIM J. Leppavirta, R.A. Kallionpaa u
CcOaBT., BbiABUNK, YTO ntoan ¢ HP1 nme-
10T MOBbILUEHHbIA PUCK CEPLE3HBIX BPOX-
OEHHbIX aHomanui. Wx wnccnegosaHue
NpOOEMOHCTPMPOBano pesynsrartbl, Mo-
KasblBawLMe, YTO aHOManuum CUCTEMbI
KpoBOOOpaLLEeHNs,, MOYEBOW CUCTEMbI Y
aHomanuu B obrnacTtu rnas, yxa, niua u
wewn Gonee pacnpocTpaHeHbl cpean ae-
Ten c HO1 [14].

Ha ocHoBaHun nposegeHHoro J. Lep-
pavirta, R.A. Kallionpaa n coasT. peTpo-
CMEKTMBHOIO aHanusa TedeHuss Oepe-
MEHHOCTU XeHWnH ¢ H®P1 BbiSBMAEHbI:
NOBbILLIEHNE pUCKA KecapeBa CeyeHus,
npexaeBpeMeEHHbIX POAOB, OCIOXHEHUS
TeyeHuss GepemMeHHOCTM, BKM4as oT-
CrOWKy nraueHTbl, npeaknamncuto [15].

OuarHocTtuka. Kputepmuu gmnarHoctu-
Ku paspaboTtaHbl MexayHapoaHbIM KOMU-
TETOM 3KCMNEePTOB N0 HeNpombpomaTosy
B 1988 r. [uarHo3 HelpocmbpomaTos
| TMNa mMoXeT ObITb BbICTaBNEH Npu Ha-
nmynm y 60MbHOTO MUHUMYM 2 U3 3TUX
npu3Hakos [2]:

1. Hannuve 5 n Gonee nUrMeHTHbIX
NsaTeH LUBeTa «kode ¢ MOroKOM» pasme-
pom 6onee 5 mm gonyGepTaTHOro nepu-
ofa v He MeHee 6 naTeH anametpom 6o-
nee 15mm B noctnybepraTHOM Bo3pacTe.

2. BecHylu4aToCch B MOAMbILLEYHbIX W/
UINW NaxoBblX CKNagKax.

3. He meHee 2 Henpodmnbpom noboro
TMna unu 1 nnekcudgopmHasa Hernpogu-
6poma.

4. [Oncnnasuvsa Kpbina KiMHOBUAHOMW
KOCTU WX BPOXOEHHOE WCTOHYEHME
KOPTMKANbHOIO Crosi ANMHHBIX KOCTEN C
nceBnoapTpo3om nnu 6e3 Hero.

5. MMrnoma 3putenbHOro Hepea.

6. 2 y3enka Jluwa (ramapTomsl) 1 6o-
1iee Ha pafyxke rnas, BblBNSeMbIX Npu
MCCNefoBaHUM C  MOMOLLBIO  LLENeBoi
namneil.

7. Hanunune H®1 y poacTBEHHUKOB
nepBON NMHUW POACTBA.

OTW KNUHMYECKME KPUTEPUM SABMSAOT-
Cs1 BbICOKOCNELMPUYHBIMY Y B3POCTIbIX C
H®1 v geten 8-9 net. Y geten paHHero
BO3pacTa YCTaHOBMEHWEe AuarHo3a Mo-
XeT ObITb 6onee NpobnemaTuyHbIM.

MonekynspHo-reHeTu4eckoe  TecTu-
poBaHWe AN uaeHTudukaumm mMyTauuia
B reHe NF1 nomoraeT KnuHuumucTam npwm
YTOYHEHWUW AMarHo3a naumeHTam, y KoTo-
pbIX €CTb Nofo3peHne Ha Herpodunbpo-
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maTto3 | TMna, HO KOTopble He COOTBET-
CTBYIOT [OMarHOCTUYECKMM KPUTEPUSIM,
C aTUNM4HbIM TevyeHuem 3aboneBaHus.
MonekynsipHo-reHeTu4ecKkoe TecTupoBa-
HUe MOXET ObITb NonesHo ans pebeHka ¢
OMyXOorblo (Hanpumep, ONTUYECKOW rMno-
Mbl), Y KOTOPOTrO NOTABEPXKAEHNE ANarHO-
3a H®1 moxeT noBnuATb Ha AanbHen-
Lve BeaeHne 1 BbIOOP TaKTUKKN fIeYeHUs.
MonekynsipHo-reHeTu4Yeckoe TeCTMpoBa-
Hue B3pocnoro yernoseka ¢ H®1 Heob-
XOAMMO, €Cnv OXnaaeTcs npeapoaoBasi
WU NPevMMnaHTauMoOHHasi reHeTu4e-
ckasi guarHoctuka npu GepemMeHHOCTU
U NnaHnMpoBaHum 6epemeHHocTn [17].

MpuHMMas BO BHMMaHue, 4YTO GOnb-
LUMHCTBO MyTauumn B reHe NF1 npuBogut
K CUHTE3y «yCe4YeHHOro» Henpodubpo-
MWHa, MyTaUMOHHBIA aHanu3 NpoBOAMWT-
cs1 B nepByto ovepenb, Ha PHK/6enkosom
ypoBHe PTT-metogom. [aHHbIN meTon
MOXET [OMONMHATLCA PSAAOM OpYrux Tpa-
OWUMOHHBIX TEXHOMOrMN MYTaLUOHHOTO
CKpVHUHra, Takux kak: SSCP (aHanus
KOH(pOpMaLMOHHOro nonumopdgurama
ogHoHuTeBblx [OHK), retepogynnekc-
HbIi aHanus, rpaaueHTHbIN AeHaTypu-
pyloLmMn  renb-anektpodgopes, 6Gnort-
rmépuamsauns, NpsiMoe CEKBEHMPOBaHNE
OTAENbHbIX 9K30HOB reHa, a Takke (C yye-
TOM BEPOSATHOCTU XPOMOCOMHbIX nepe-
CTpoek) hrnyopucLeHTHasa rmbpuamsaums
in situ n unToreHetTnyecknn aHanus. Vc-
Nnonb3oBaHWe pPasfnMyHbIX KOMOMHauui
nepeyvncrneHHbIX METOL0B NO3BOMSIET Bbl-
SABUTb MyTaummn B reHe NF1 B 47 — 95%
cnyyaes [7].

HabnogeHue u neveHue. JleyeHune
B OCHOBHOM CMMMNTOMaTU4eCcKoe U 3aBu-
CUT OT NPOSABMNEHNA HenpodrbpomaTosa
| TMna.

Xvpypruyeckoe ne4veHve nokasaHo
npu peskori 6ONes3HeHHOCTU U yBenu4e-
HAM pa3mepa OMNyxonu, W3bS3BMEHUS,
CAaBNEHUS WNN  CMELLEHUS] JKU3HEHO
Ba)XHbIX OpraHoB.

OnunenTuyeckne npuCTynbl criegy-
eT TWwaTtenbHO MCccrnenoBaTb, MOCKOMbKY
HEMPOXMPYPrMYeckoe  BMELLATENbCTBO
MHOrga O4YeHb MonesHo AN nauueHTa
[12].

[Mpy ocnoxHeHWsX, NPOSIBNSIIOLLINXCA
ManurH1saumen onyxonu, rnokasaHa Te-
panus uMToCcTaTMYecKnMn npenapatamm
1 nyyeBasi Tepanusi.

Heobxoanmbl exerogHoe MeauLMH-
ckoe obcnegoBaHve, exerogHoe od-
Tanbmoriormyeckoe obcnenoBaHue,
OCODEHHO y aeTewn, perynsapHas oueHka
pas3BuUTUst OeTel, PerynsipHbii  MOHU-
TopuHr Al, MPT ans HabnopeHus 3a
KINMHUYECKN MOO03PUTENBHBIMU BHYTPU-
YepernHbIMU  OMyXONsIMU 1 OMyXOMNAMM
Opyron nokanu3aumm, Meamko-reHeTnye-
Kast KoHcyneTauus [17].
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[narHocTuka NO3BOHOYHMKA SIBMSET-
cs1 KpuTepmeMm Bblbopa AMs OLEHKU CKO-
nvoTtuyeckon kpueol c yrnamu Kob6a
B nepyto ovepenpb. KT nossonger npo-
BECTU MOSTHYI TPEXMEPHYIO OLIEHKY Mo-
3BOHO4YHOrO ctonba n pebep. MPT — go-
NnorHUTENbHOE UccregoBaHne, 0CobeH-
HO ONS OLEHKM KOPHEBbIX, NMpeaBepTe-
OparnbHbIX U MapacnuHarnbHbIX MSTKUX
TkaHew [13].

BbiBog. B 3aknioyeHne Hago oOT-
METUTb, YTO B CBHA3M C BbICOKOM pac-
NPOCTPaHEHHOCTbI Gone3Hu PeknuHr-
Xay3eHa U BbICOKMM PUCKOM pasBUTUS
31IOKa4YECTBEHHbIX ~ OMyXONnen paHHee
BbISIBMIEHNE Ha YPOBHE OETCKON Cry>0bl
onpegensieT TakTUKy BedeHus, Habmnio-
OeHus bonbHoro, obcrnefoBaHNst YeHOB
CeMbM 1 BbISIBNIEHUS HOCUTENEN MyTaHT-
Horo reHa. BaxHa npodpeccuoHanbHasi
NMoaroToBKa M HAaCTOPOXEHHOCTb Bpayen
nepBuYHOro 3eeHa. [lpeeMCTBEeHHOCTb
MeXay crneumanucTtaMmyM pasHoro npo-
dnna umeeT pellawoliee 3HaveHve B
NPOrHO3e M KayecTBE XM3HWU GOMbHOrO.
[MmaBHbIM acnekToM MeAMUMHCKOW Mo-
MOLLUMN SABMSIETCS MELMUKO-reHETUYECKOe
KOHCYNbTUPOBaHWE YNEHOB CEMbW ANs
CHWXEHUsI puUcka poxaeHust BGonbHbIX C
TshKenbIMU popMamMm HeripodmnbpomaTo-
3a | Tuna.

[Mockonbky  MOBbILEHHas 4acToTa
BPOXAEHHBIX aHOMarnuii MOXeT TaKkke
OoTpaXaTb MOBbLILIEHHBIA PUCK BO3HUKHO-
BEHNS Cepbe3HbIX aHoManun, Tpebyet-
cs TwaTtenbHoe HabniogeHve BO Bpems
6epeMeHHOCTM M HeoHaTasnbHOro nepu-
ofa, ecnn Matb unu otel nmetrot HO1.
Ocob6oe BHMMaHWe crnenyeT yaenstb Bbl-
SABMEHNo MobbiX MPU3HAKOB aHoManun
B CEepAevHO-COCYOUCTbIX UM MO4YEBbIX
cucTemax, Ans npoBefeHus uccrnenosa-
HWUIA 1 onpefeneHns TakTUKU NeYyeHust n
nocnegytoLero HabnoaeHus.
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