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FTEHETUYECKUE CUHAPOMDI YV IETEN CO 3JIOKAYECTBEHHBIMH
HOBOOBPA3OBAHHUAMM
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IDI'Y Dedepanvhbiii HAYMHO-KAUHUYECKUT YeHMDP 0eMCKOU 2eMAMOA02UL, OHKOAO2UU U UMMYHOA0UU
Mun3zdpascoypazeumus Poccuu, Mockea;
2Mockoeckuil o6aacmuoil onkon02u4eckull ouchancep, barawuxa;
JHayuno-npakmu4eckuii yeHmp MeOUyUHCKOU NOMOuU 0emsM ¢ NOPOKAMU PA3GUMUS YeAI0CMHO-AUYUEe80l obaacmu
U BPOICOCHHBIMU 3a004€8AHUIMU HEPEHOU cucmembl, Mockea

Konmaxmot: /lenuc IOpvesuu Kauanoe tottil 1 1@list.ru

Lleav nacmosuweeo uccredoganuss — usyueHue pacnpoCMpPaHeHHOCMU 2eHEeMUHeCKUX CUHOPOMO8 y Oemell €O 310KaA4eCmEeHHbIMU
Hoeoobpazosanusmu (3H) na meppumopuu Mockosckoit obaacmu (MO). Jlannbie 0 nayuenmax 6biau noay4eHsl u3 6azvt 0auHbix lemckoeo
nonyaauuonHoeo kauyep-peeucmpa MO. Bceeo 3a nepuod ¢ sneéaps 2000 no geepans 2010 e. na meppumopuu MO 3apeeucmpupogaro
1173 cayuas 3ab6oneeanus demeii 3H, uz nux eenemuueckue cundpomoi gvisienensvt y 35 (3,0%) nayuenmos. B 9 (25,7%) cayuasx umera
Mecmo Hacnedcmeennas pemunoosacmoma, no 8 (22,8%) cayuaes npuuinocs Ha cunopom Jayna u netipogpubpomamos I muna. Hauboaee
4acmo 2eHemu4ecKue CUHOPOMbL 8bIABAAAUCH Y DONbHBIX ¢ pemuHobnacmomoil — 3 1%, eepmunocennvimu onyxonamu — 6,8% u capkomamu
msexux mxareti — 4,5%. Ilokazan nogviuieH bl pUck pasgumus Aetikosog y demeii ¢ cunopomom Jayna. Omuocumenshulii puck (OP)
Pa3euUmusi AeiK0308 u 0cmpozo mueaodracmmuoeo aeikosa (OMJI) cocmasun 15,0 (95% AH=1,9—333,1) u 57,1 (95% JAH=9,3—1398,0)
coomgemcmeenno. Tloomeepicdena accoyuayus neiipogpubpomamosa I muna c pazeumuem onyxonei 4eHMparbHOll HePEHOL CUCHEMbL
(ILIHC) u caprxom maekux mraneii. OP cocmasun 62,5 (95% JAU=8, 1—1388,6) u 150,0 (95% JAH=26,9—3480,9) coomeemcmeenHo.

Karouesuvie caosa: 0emu, 3/10Ka4ecmeeHtvle Hosooépmoeanuﬂ, ceHemu4ecKue CuHapOMbl, KaHuep-pecucmp

CANCER PREDISPOSITION SYNDROMES IN CHILDREN
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The aim of the study was to assess the prevalence of cancer predisposition syndromes among children with cancer in Moscow Region (MR).

The data on patients were retrieved from the database of Childhood Population-based Cancer Registry of MR. 35 (3.0%) children with

cancer predisposition syndromes were revealed among 1173 registered from 2000 till February 2010. The most prevalent syndromes were

hereditary retinoblastoma (RB) — 9 (25.7%), Down syndrome — 8 (22.8%) and neurofibromatosis type 1—8 (22.8%). Genetic syndromes
were observed in patients with retinoblastoma — 31%, germ-cell tumors — 6.8% and soft tissue sarcomas (STS) — 4.5%. The increased risk
of development of leukemia in patients with Down syndrome was observed. The relative risk (RR) of 15.0 (95% CI 1.9—333.1) for leuke-

mia and 57.1 (95% CI 9.3—1398.0) for AML was observed. The association of neurofibromatosis type 1 with the development of tumors of
central nervous system and soft tissue sarcomas was proved. The RR was 62.5 (95% CI 8.1—1388.6) for CNS tumors and 150,0 (95% CI
26.9—3480.9) for STS.
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3n0KkavyecTBeHHBIE HOBooOpaszoBanmsi (3H) y mereit
OTHOCSITCSI K PeIKNM 3a00JIEBaHUSIM C YaCTOTOM BCTpe-
yaeMoctu 12—15 Ha 100 ThIC. IeTckoro HaceneHus [1, 2].
CewmeitHas arperammst psima 3H metckoro Bo3pacra Oblia
u3BecTHa eme B XIX B. [3]. B cepenuHe mporioro Beka
MOSIBIUIMCH OTMCaHUs ciaydaeB paszsutusi 3H y mereit
C TEHeTUYECKMM 3a00JIeBAaHUSMU, TAKUMU KaK CHHIPOM
HayHa [4]. B manpHeiiieM ObLTIO OIMCaHO HECKOIBKO Je-
CATKOB T€HETUYECKUX CHHAPOMOB, IIPEapaCcIIOIararoimx
K passutuio 3H y neteii [S—7]. Tem He MeHee B HacTosIIee
BpeMsl OOJIBIIMHCTBO ciaydyaeB 3H, pa3BuBIIMXCS B OET-

CKOM BO3pacTe, paccMaTpUBAIOTCs KakK CIOpaauvecKue.
[MokazaHo, YTO TIeHETUYeCKas IPEeIPacIIONOXEHHOCTb
K (hopMUPOBAHUIO OITyXOJIEBOIO IPOLIECCA BBISIBIISETCS
suib y 1—-10% nmauuenrtos co 3H [8].

JaHHbIE O pPACOPOCTPAHEHHOCTU TIE€HETUYECKMX
CHHIPOMOB, Mpeapacrojiaraloimmx K pasputuio 3H,
y neteii B Poccuiickoit @enepaunu (PD) nzyyeHsr Heno-
CTaTOYHO TOJHO. Psn paboT nocBsiilieH BKIaay FeHeTU -
YyecKuX (aKTOPOB B BOBHUKHOBEHUE ONpeAeICHHbIX BU-
nmoB 3H, rakux kak Hedpobdiaactoma [9]. OgHaKO 3TO He
JIaeT MPEeACTaBICHUS O MacllITabax Mpo0aeMbl Ha YPOBHE
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BCeil TTOMYJISIIUY JIeTe, CTPAAAIOIINX OHKOJIOTUYECKU -
MM 3200JIEBAHUSIMMU.

Ilens HacTOSIIIEr0 WCCAENOBAHMS — U3YUEHME pac-
MPOCTPAHEHHOCTU T€HETUUECKUX CUHAPOMOB Y JIETei CO
3H Ha Tepputopun Mockosckoit ooiaactu (MO).

MayueHmbl U MemoAbl

JaHHbIe 0 MalMeHTaX ObUIY TTOJTyYeHbI 13 0a3bl TAHHBIX
Hetckoro momyssiiiioHHOro Kasiep-peructpa (KP) MO,
PETHCTPUPYIOIIETO ClTydyan 3a0ojeBaHUs y JeTeid 1 Tof-
poctkoB Ha Tepputopur MO. B 6a3e naHHbix KP npocnek-
TUBHO PETUCTpUpYeTCs WHMOpMaIMsi, CIOCOOCTBYIOIIAs
naeHTU(GUKAIIMK TTalMeHTa, 1 MHGOopMaIus, Kacatolasicst
3a00JIeBaHNsI, BKITIOYAIOIAsl ATy MOCTAaHOBKM AWMArHosa,
JloKanuzauuio nepsuyHoro 3H, rucronornyeckuii Bapu-
anT 3H, pacripocTpaHeHHOCTb OIyXO0JIEBOTO Tpoliecca, BUIL
JiedeHMsI, KOTOpOMY TofiBeprcsl maireHT. Kpome toro, cu-
CTEMaTUUYECKN TIPOBOIUTCSI PETVICTPALIMST COITYTCTBYIOIIMX
3a00JIeBaHUI, BKITIOUasi TeHETMUECKKE CUHIIPOMBI.

Hns cbopa U yrouHeHUs1 UHOOPMAIUU KUCITOIb30-
BaJiM pa3pabOTaHHYIO KapTy ydeTa MalMeHTOB C OHKO-
JIOTUYECKMMU 3a00JIEBaHUSIMU, COCTOSIIIUX Ha Y4deTe
B MeaulMHcKuX yupexaeHusx MO [10]. Kapra ydera
MalMEeHTOB C OHKOJIOTMYECKUMHU 3a00JIeBaHUSIMU Pa3-
paboTraHa COBMECTHO COTPYIHMKAaMH JETCKOTO OHKO-
Jornyeckoro otneneHus Ne7 MockKoBckoro ob6miact-
HOTO OHKOJIOTMYecKOoTo nucraHcepa u PenepajibHOTO
HayYHO-KJIMHUYECKOTO 1IEHTpa NETCKOW IeMaToJoThH,
OHKOJIOTUM Y MMMYHOJIOTUU U SIBJISIETCS] TOKYMEHTOM
00513aTeIbHOI €XErolHO OTYETHOCTU PYKOBOAMUTENEH
MYHULIUTIAIBHBIX YIIPaBIeHUI/IemapTaMeHTOB 3/IpaBO-
OXpaHEeHWsI MyHULIMTIAIBHBIX 00pazoBanuit MO.

Mopdonornueckue IUarHo3bl CTpaTUUIIMPOBA-
JIUCh coracHO MexnyHapoaHo#t Kiaccudukauuu 60-
Jie3Heil B oHkojoruu 3-ro mepecMmotpa (International
Classification of Diseases for Oncology, 3 ed., ICD-0-3)
[11], nanee onmyxo/u rpynnupoBaaIuch coriacHo Mexy-
HapoaHoi knaccudukauuu 3H nerckoro Bospacta 3-ro
nepecmotpa (International Classification of Childhood
Cancer, 3 ed., ICCC-3) [12]. B ucciaenoBaHue BKJIO4a-
JIUCh MAIIMEHTHI CO 3JI0KaY€CTBEHHBIMU OTTYXOJISIMU (KO
o6uonornyeckoro mnoeaeHus no ICD-0-3 «3»). Hc-
KJIFOUEHUE COCTAaBUJIA OITyXOJIM LIEHTPAJIbHOW HEPBHOM
cuctembl (LIHC) (amarnoctuyeckas rpynma III) u vH-
TpaKpaHWaJIbHbIE U MHTPACTTUHAIbHBIE TEPMUHOTEHHBIE
oInyxoJu (auarHoctuueckas noarpymma Xa). CoriaacHo
MEXIyHapOAHBIM PEKOMEHIAIUSIM OITyXOJIU, OTHOCS-
1recs K yKa3aHHBIM TpyIIiaM, perTMCTPUPOBAIMCH BHE
3aBUCUMOCTHU OT OMOJ0TUYECKOro NoBeAeHus [12].

B uccnenoBanue Bkimouanuch netu 0—14 net ¢ ycra-
HOBJIEHHBIM auarHo3oM 3H W reHeTMyecKUMu CHUH-
JIpoMaMM, TipeapacrnoyiaraloliMMu K passutuio 3H.
K HacnencTBeHHBIM (hopMaM PeTUHOOIACTOMBI, B OCHO-
BE€ KOTOPBIX JIEXKUT TrepMUHaIbHas MyTauusl reHa RBI,
OTHOCWJIM BCE CJTydau OMJIaTepaibHbBIX OIyXOJieil U yHU -
JlaTepajibHbIE OITyXOJIU TIPY HAJIUYMK TIOJIOXKUTETLHOTO
ceMmeliHoOro aHamHesa [3].

[MarmenTsl, wMelOLIMEe BPOXIECHHBIE aAHOMATUU
pa3BUTHSI, HE YKIIAABIBAOIIMECS B JIUArHOCTUYECKUE
KPUTEPUM U3BECTHBIX TEHETMUECKUX CUHIIPOMOB, TIpeI-
pacrionaratoniux K pazsuruio 3H, B Hacrosiiee uccie-
JIOBaHKE HE BOIILIU.

B uccinenoBaHue ObLIM BKJIIOYEHBI MAIIUEHTHI 3a Te-
puon c suBaps 2000 mo despants 2010 & (122 mec). Cratu-
CTUYECKYI0 OOpabOTKY TMOJYyYEHHBIX JAHHBIX MPOBOIWIN
¢ ucrnonb3oBaHueM TporpamMm Excel 2003 u Statistica 6.0.
Craructuueckuit aHanus nposeaeH Ha 01.03.2010 . OtHo-
cutenbHblid puck (OP) passutus 3H paccuuTthiBaics: Kak
OTHOIIIEHWe HaOJI0MaeMOro 4Yunclia CliydaeB 3a00JIeBaHUS
y JeTeil ¢ TeHEeTUYECKMMM CUHIPOMAaMHU K OXWIaeMOMY
yuciy ciaydaeB. OxxumaeMoe 4nciio CiiydaeB 3a00JieBaHUS
PaCCUMTHIBATIOCHh KaK MPOM3BEIeHNE PACTIPOCTPAHEHHOCTH
TEHETUYECKMX CUHIPOMOB B TIOMYJISILIMU K OOIIEMY YMCITY
3apervCTPUPOBAHHBIX CllyyaeB 3adoneBaHust 3H y pereil.
PacnpoctpaneHHocTh cuHapoma JlayHa Oblia paccuMTa-
Ha TIO IAaHHBIM PETHCTPa BPOXKIEHHBIX TIOPOKOB Pa3BUTHS,
dyHkimoHupymoliero Ha Tepputopur MO, 1 cocTaBuia
1 Ha 850 yenosex [13]. PacnpocTpaHeHHOCTb Helipouopo-
Maro3a | Thmna conocraBuMa B pa3iIMUHbIX reorpapruuecKux
permonax u papHa 1 Ha 3000 [14]. 3Hayenns p u 95% mo-
BeputesibHble uHTepBaIbl (JI1), accormupoBaHHbie ¢ OP
pa3sutus 3H, pacCUnTBHIBAIMCH C UCTIOJIb30BAHUEM JABYCTO-
ponHero Tecta [Tyaccona (Meton brelikepa) B makete mpo-
rpamm R (Bepcwmst 2.10.1) [15, 16].

Pesynbmambl uccnenosaxus

3a nepuon ¢ 2000 o deBpanb 2010 . 3aperucTpupo-
BaHo 1173 cnyuyast 3H y neteii, 3 HUX FTeHETUYECKME CUH -
IpoMmbl BeisiBIIeHB! Y 35 (3,0%) mauuenToB. B 9 (25,7%)
ciydasix MMejia MeCTO HacJeICTBEHHAs] PeTUHOOIaCcTO-
Ma, 110 8 (22,8%) ciaydaeB npuLUIOCh Ha CUHApOM JlayHa
u Helipouopomaro3s I tuma (tabi. 1). B4 (11,4%) ciy-
yasix AMarHocTUpoBaH cuHapoMm HwuiitmereH, B 2 (5,7%)
caydassx — 46XY aucreHesus roHaz, mo 1 (2,9%) cay-
4yalo TPUIIUIOCh HAa aTaKCUIO-TeJeaHTMIKTa3Wui0, CUH-
npoMm Tiopko, TyOepo3Hblii ckiaepo3, WAGR cunapom

Ta6auna 1. lenemuueckue cundpomet y demeii co 3H

TeHeTHyecKuii CHHIPOM Yucno 6oabnbIX (%), adc.

HacnencreenHast petuHOOIacTOMA 9 (25,7)
CuHapom [layHa 8(22,8)
Heitpodudpomaros I tuma 8 (22,8)
CuHapom HuiimereH 4(11,4)
46XY mucreHe3ust TOHa 2 (5,7)
ATakcusi-TeJIcaHTUAKTa3 s 1(2,9)
TyGepo3Hblit cKIepo3 1(2,9)
Cunnpom Tiopko 1(2,9)
WAGR cunapom 1(2,9)
Bcero 35 (100,0)
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(Wilms tumor, Aniridia, Genital abnormalities, Mental
Retardation — He(pobaacTomMa, aHUPU AU, TIOPOKU pa3-
BUTHUS MOYEITOJIOBOM CHUCTEMEI, 3aepXKa YMCTBEHHOTO
pa3BUTUSA).

Hawnbosiee yacTo reHeTMYEeCKHWE CUHIPOMbI BbISIB-
JISUIACH Y OOJIbHBIX ¢ peTuHOoO1acToMoit — 31%, repmu-
HOT€HHBIMU OMyXOJisIMU — 6,8% 1 capKOMaMM MSTKUX
TKaHel — 4,5% (tabu. 2).

Taomana 2. Yacmoma écmpeuaemocmu eenemu4ecKux CUHOpomMos
6 pasauynbix epynnax 3H 'y demeii

Yuco 60abHBIX
C reHeTHIECKUMU
cunzapomamu, (%)

Yucno

HMATHOCTHYECKAS IPYIIIL
AwartocTirieckas rpymma 00.JbHBIX, 20C.

Jleiiko3bl 365 8(2,2)
JInmdbombl 151 4(2,6)
Omnyxomu [THC 252 6(2,4)
Heiipo6iactoma 71 0 (0,0)
PetuHob6acToma 29 9 (31,0)
Onyxonu moyek 73 1(1,4)
Onyxomnu evyeHu 19 0(0,0)
Ornyxo/i1 KocTei 70 0 (0,0)
CapKOMbI MSITKUX TKaHei 67 3 (4,5)
[epMUHOreHHBIE OMYXO0JIU 44 3(6,8)
KapiuHoMbl 32 1(3,1)
Bce 3H 1173 35 (3,0)

Yame npyrux B momyisiuu aereit co 3H 8 MO
BCTpeyasiach HacleNCcTBeHHasl peTnHoOiactoma. Coot-
HOIIEHUE MaJIbYUKM:AeBOYKM ObL1o paBHO 1,25:1. U3
9 mauMeHTOB C HACJENCTBEHHON PETMHOOIACTOMON B 7
(77,7%) ciydasix Mesia MeCTO OuIaTepaibHast OITyXOJIb.
MenaHa Bo3pacTa Ha MOMEHT ITOCTAHOBKM IHMAarHO-
3a OuaTepajbHOM PEeTHMHOOIACTOMBI COCTaBWJa 6 Mec
(pazbpoc 3,2—17,9 mec). 2KuBbl ¢ MeauaHoi HabItoAe-
Hus 87,1 Mec 5 maluMeHToB, 2 — MOTEPSIHbI U3-TIOJ Ha-
ontoneHus yepes 44,5 u 45,5 Mec ¢ MOMeHTa IMTOCTAaHOBKU
auarHosa. B 2 (22,3%) ciyyasix umena MeCTO yHUJIaTe-
pajibHasl OTMYXOJIb, COUYETAMOIIASICSI C TTOJIOXKUTETHbHBIM
ceMeiiHbIM aHaMHe30M. Bo3pacT O0JIbHBIX HAa MOMEHT
MOCTAaHOBKM auarHos3a onii 24,4 u 14,1 mec, oba nauyeH-
Ta XXUBHI C IJINTEJIBHOCTHIO Ha0moneHus 4,8 u 116,8 mec.

N3 8 manuenTtoB ¢ cunapomoM JlayHa B 4 (50,0%)
CIIyJasix ObLT JMAarHOCTUPOBAH OCTPBII MUETIO0IaCTHBIN
neriko3 (OMJI), y 2 (25,0%) GONBHBIX — OCTPbIA JTUM-
dobnactHbIi Neiiko3 (OJIJT), mo 1 (12,5%) ciyvaro mpu-
1IUTOCh Ha TuMQOMY U He3pelyto Tepatomy. COOTHOIIIE-
HUe MaJIbYMKU:IeBOYKHU cocTaBujio 1:1.

Bospact nmauueHtoB ¢ cuHapomoM JlayHa u OMJI
Bapbuposan ot 21,2 1o 41,1 mec. B 3 (75,0%) cayuasix
ObUI IMATHOCTHPOBAH OCTPHIA MeraKapuOIUTapHBIN

neiiko3 (M7 Bapuant no FAB-knaccudukauuu (French-
American-British cooperative group)), B 1 (25,0%) ciy-
yae — OMJI 6e3 npuszHakoB co3peBaHusi (M1 BapuaHT
no FAB-knaccuduxaium). Pogutenu naimenta c OMII,
M1 BapMaHTOM OTKa3ajucCh OT Tepanvuu — pedbeHOK Mo-
ru6 yepes 2,3 Mec ¢ MOMEHTa MTOCTAaHOBKU AuarHosa. Bece
nauueHTel ¢ OMJI, M7 BapuMaHTOM XMBbI, ABOE U3 HUX
MPOMOJIKAIOT TOJIyJaTh CTelMalbHOe JIeUeHUe Ha MO-
MEHT HaIMCaHUsl CTaThH.

VY 2 nauueHToB ¢ cuHapomMoM JlayHa B Bo3pac-
te 53,2 u 58,7 mec 6bu1 auarHoctupoBaH OJIJI, BII-
nMMyHOBapuaHT. O6a GOJIbHBIX XKUBBI C JUTUTETHHOCTHIO
HabmoaeHus 29,0 u 31,5 mec.

B 1 cnyyae y pebeHka B Bo3pacte 9,3 roga ycTaHOB-
JIEeH KJIMHWYECKUI AMAarHO3 HEXOMKKWHCKOW JIMM(OMBI
C TIOpaXeHNEM BHYTPUOPIOIITHBIX JIMM(PATUIECKUX Y3JIOB.
Mopdonornyecku 1MarHo3 NoATBepxkaeH He Obul. bosb-
Holi moru6 yepes 0,4 Mec ¢ MOMEHTa TOCTAHOBKY TUATHO-
3a U3-3a Pa3BUTHSI TTOJIMOPTAHHON HEJOCTATOUHOCTH.

V neBouku B Bo3pacTte 11,5 Mec ObLT yCTaHOBJIEH
JIMaTHO3 HEe3peJsioil TepaToMBbI JieBOi Mmouyku. B HacTos-
mee BpeMsl peOeHOK XXUB 0e3 MPU3HAKOB 3a00JIeBaHUS
(ITMTETPHOCTH HabMIOIeHHS 55,6 Mec).

OP pazsutus Bcex BuaoB 3H y neteit ¢ cMuHApOMOM
Hayna 6b11 paBeH 5,7 (95% 111=0,9—126,4), OP pa3Bu-
Ths neiko3a — 15,0 (95% AW=1,9-333,1), OP pa3Bu-
st OMJI — 57,1 (95% AN=9,3—1398,0) (Tabm. 3).

3a uccrienyemblii Tiepuoa BpeMEHU BBISIBIEHO 8
cinyvaeB pa3sutus 3H y geteit ¢ HelipodudpoMaro3zom
I Tuma. Mennana Bo3pacta Ha MOMEHT TTOCTAHOBKHY IMa-
rHo3a cocraBuia 10 set. [1pu pacnpeneneHuu 1Mo moy
OTMEUEHO TIPeBaTMPOBAHME JIUI[ MYXCKOTO TIOjia, CO-
OTHOILIEHNE MaJTbUUKU:AeBOUYKHU paBHO 3:1. B 5 (62,5%)
ciyvasix 6put BoisiBJIeHBI oryxonau LIHC: y 4 GonbHBIX
JIMarHOCTUPOBAHBI aCTPOIIMTapHBIe omyxoiu, y 1 ma-
LMeHTa — MeHuHruoma. [Ipu pacmpeneneHUn GOJb-
HbiX ¢ onyxojsamu ITHC no nokanuzanuu nepBUYHOMN
onyxosu 1o 2 (40%) ciydast MPUIILIOCH HA TIOpaXKeHUe
3pUTEIbHBIX HEPBOB U CIIMHHOrO Mo3ra, B 1 (20%) ciy-
yae OTMEUYEHO BOBJIEUEHUE Y€TBEPOXOIMUs. Y OOJIbHOM
C MEHWHTHMOMOU OTMEYEeHO TEPBUYHO MHOXKECTBEH-
HOE TIopakeHWe CIMHHOTO Mo3ra. YeTbipe MalueHTa
C aCTPOIMTAPHBIMU OITYXOJISIMU XXWBBI C MEIMAHOW Ha-
omonenus 63,5 mec. ITauneHTKa ¢ MEHMHTUOMOI T1O-
TepstHa U3-TIoJ HabmoneHus yepe3 29,6 Mmec ¢ MOMeHTa
TMOCTAaHOBKU IMarHo3a.

B 3 (37,5%) cay4dasix y MalLeHTOB ¢ Helipoduopo-
MaTo30oM | TWIa BBHISIBIEHBI CADKOMBI MSTKUX TKaHEMH.
Y 2 GONIbHBIX AMATHOCTUPOBAHA 3J7I0KAYeCTBEHHAs OITy-
XOJIb U3 000J104eK MepucepuIecKuXx HEPBOB C JOKATIU-
3alKeil B 00IaCTH 1€ U SToAuvYHol obsactu. Omyxonu
Ha MOMEHT TTOCTAaHOBKM JAMarHo3a Mpu3HaHbl Heorepa-
O6enbHbIMM. O0a malueHTa TMorubju OT MPOrpeccupo-
BaHus 3a00s1eBaHus yepe3 4,0 u 7,6 Mec ¢ MOMEHTA I10-
CTaHOBKM nMarHosa. ¥ 1 6osibHOro B Bo3pacte 1,4 roma
YCTaHOBJIEH TUAarHO3 AMOPUOHATBLHON pabIOMHUOCAPKO-
MBI OpIOIITHOM TOJIoCTU. B HacTosIee BpeMsl MalueHT
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Taoauna 3. Omuocumenvhuiii puck pazeumus 3H npu cundpome ayna u netipogpudpomamose I muna

o
E 3H ‘lucnoﬁr(l:g::iaemmx qncn(ﬁ)o?l)::f;emmx OP (95% JTH) P

‘;, Cundpom Jayna
Jleiiko3br 6 0,40 15,0 (1,9-333,1) 0,003
OJUJT 2 0,33 6,0 (1,5—170,6) 0,16
OMJI 4 0,07 57,1 (9,3—1398,0) < 0,001
Jlumbombl 1 0,17 5,8 (0,1-216,8) 0,279
[epMUHOTeHHBIE OMYXO0JIU 1 0,05 20,0 (0,5—744,2) 0,096
Bce 3H 8 1,38 5,7 (0,9—126,4) 0,089

Heiipopuopomamos I muna

Omyxonu LIHC 5 0,08 62,5 (8,1—1388,6) < 0,001
CapKOMBI MSITKUX TKaHEe 3 0,02 150,0 (26,9—3480,9) <0,001
Bce 3H 8 0,39 20,5 (3,2—446,1) < 0,001

XuB 0e3 MpU3HAKOB 3a00jieBaHUS TMPU JJIUTEIbHOCTHU
HabmoneHus 20,2 mec.

OP passutus 3H y nanmenToB ¢ HelipopudbpomaTo-
3oM | Tuna 6bu1 paBeH 20,5 (95% AN=3,2—446,1). OP
pasButus onyxoneir IITHC u capkoM MSITKUX TKaHei
coctaBun 62,5 (95% AW=8,1-1388,6) u 150,0 (95%
A=26,9—3480,9) cooTBeTCTBEHHO (TabI. 3).

V 4 maumeHTOB AUarHOCTUPOBaH cuHapoM Huiime-
I'€H, IIPY 3TOM BO BCEX CJIydasiX y OOJbHbBIX pa3BUBaJIMCh
pasnuuHbie (OpMbI TeM00JIacTO30B. MeaunaHa Bo3pacTa
Ha MOMEHT IOCTaHOBKM IMarHo3a coctaBujia 7,1 roma
(pas6poc 3,6—12,2). Ilpu pacripefesieHU# 1o MOJy CO-
OTHOIIIEHUE MAaJIbYMKU:IeBOUKU Obl1o paBHOo 0,33:1.
B 2 (50,0%) caydasx y nauueHTOB B Bo3pacte 10,4
u 12,2 roga nuarHoctupoBaHa nuddysHas B-kneTouHas
KpyrHokJieTouHass auMmdpoma. ITo 1 (25,0%) cnydaro
npuiock Ha OJIJI, BIl-umMmyHoJlornyeckuii BapuaHT
n OMJI, M5a Bapuant no FAB-xnaccudpukanmm, pas-
BMBILIMXCS B Bo3pacTe 3,9 u 3,6 Mec, COOTBETCTBEHHO.

Tabmauna 4. Pedkue sudvt eenemuueckux cundpomos y demeii co 3H

Tpoe malMeHTOB XMBbI ¢ MeAUMAHOW HabMoaeHusT 56,2
mec. bonbHas ¢ OMJI moru6ia Ha (poHe MpoBeACHMS Te-
panuu oT UH(PEKIMOHHBIX OCIOKHEHUIA.

B 2 cayyasx BoisiBiieHO codeTaHne 46XY mucreHe3snu
TOHAIl ¥ JUCTEPMUHOMBIL. Y 00OMX IMAl€HTOK, MMEIOIINX
JKEHCKMI (DeHOTHII, AMAarHo3 ObUI TOATBEPXKICH ITyTeM
MPOBEEHYST KapUOTUITMPOBaHMsI. Bo3pacT Ha MOMEHT To-
CTaHOBKM nuarHosa coctaBui 14,4 u 14,6 roga. Omnyxosb
HCXOIUJIa U3 TOHA, TPY 3TOM Y OTHOI O0JBHOM OTMEYEHO
ounarepanbHOe ropaxkeHue. O0e MalMeHTKY XXUBbI C IJTH-
TeJIbHOCTBIO HabmoaeH s 63,7 1 95,6 mec.

Penkuie BapyaHTbI TeHETUYECKMX CUHIPOMOB, BbISIBIICH-
HbIe B oMysiuyu aeteit co 3H, mpencrapneHsl B Tadnuie 4.

06cyxneHue

KaHieporeHes npencraBisieT co00it CIOXHBIIT MHOTO-
CTaIMIHBIN MPOLIECC, AJTs1 peaTM3aLIMK KOTOPOTO HEOOXOIH -
MO HECKOJIBKO MOCIIEIOBATEIbHBIX TEHETUUECKIX COOBITHUIA.
IlepBoii CTyIEeHBIO TIpoliecca KaHLIEPOreHe3a MOTYT ObITh

JIMTeIbHOCTh

T'eHeTHYECKMI CHHAPOM Ilon JInarno3 Bo3spacrt (roapr) A6 Tioneis (Mec) Hcxon

IlepBas omyxosb —
[no6aacTomMa 10OHOM oI 7.8
TOJIOBHOTO MO3ra

Cunnpom Tiopko X 83,5 Kus
Bropas omyxonb —
AnleHOKapIIMHOMA TOJICTOW KUAIITKHA 13,6
Cy06aneHauManbHast

TyGepo3Hblit cKIepo3 M TUTaHTOKJIETOYHAST aCTPOLIUTOMA 11,2 103,2 Kus
JIEBOTO OOKOBOTO XeTyI0YKa

WAGR cunapom M BunarepanbHas HepobaacToMa 2,0 23,6 XKus

= JI oma Xo, a, CMEIIaHHO-
ATakcust M uMbom JOKKIUHA, CMEIITaHH! 10,6 143 i

TeJIEaHTUIKTa3Us KJIETOYHBIM BapuaHT, [1A
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HacJielyeMble MyTalliy T€HOB, YYaCTBYIOIIMX B PETYJISILIAN
nposdepamu 1 auddepeHIpoBKU KieTok. Heobxomu-
MO MOTYEPKHYTh, UTO MO Hac/IeACTBEeHHbIMU (hopMamu 3H
TMOHUMAIOT KaK TeHeTUUeCK1e M3MEHEHUS, TIOTyYeHHBIE OT
OTIIa WX MaTepy, TaK U KOHCTUTYIIMOHATbHbIE MYyTallUH,
pa3BUBILIMECS B raMeTax J10 oriogoTBopeHus [17]. Kak yxke
OTMEYAIOCH BbIlIE, HacaencTBeHHbIe (opMbl 3H y nereit
JIOCTaTOYHO pefiku. B KpyrmHOM uccienoBaHnM, MPOBEICH-
HOM B BenmkoOputaHuu, aBTOphI MTPOAHATM3UPOBATIU 0O-
nee 16 Toic. cinyyaeB 3H y meTeil 1 MoKasaiu, 4To 4acToTa
HacsenctBeHHbIX (hopm 3H cocraBuna Beero 3,1% [8]. Ipu
9TOM YacTOTa BCTPEYaEMOCTU TEHETUYECKUX CHUHIPOMOB
BapbupoBajia B 3aBucuMoctd oT Buaa 3H. Hambonbiumii
BKJIAJl HACTIEACTBEHHBIX (haKTOPOB ObLT BBISIBJIEH MPU PETU-
HobactoMe (37,2%), onyxousix rmodek (7,2%) u ieikos3ax
(2,6%) [8].

[MTporop1ust MAIMEeHTOB ¢ TEHETUYECKUMM CUHIPOMa-
MU, TIpepacrofiaraloimmMy K passutrio 3H, momydeHHast
B HaieM ucciemoBanuu (3,0%), comocTaBuMa C JAHHbI-
MU LIUTUPYEMOro Bblllle uccienoBaHus. Kak u B pabote
AHTJIMIACKMUX aBTOPOB, HAMOOJBIINI BKJIAl TEHETUUECKUX
(axToB B pazButue 3H orMmevasics mpu peTrHOOGIacCTOME
(31,0%). Tpems Hauboee YaCTHIMU T€HETUYECKUMU CHH-
JIpoMmami, Kak y aereii co 3H B MO, Tak u B Bennkooputa-
HUU, CJTY>KWJT HACJIEICTBEHHAsI PETMHOOIaCTOMA, CUHIPOM
HayHa u Heiipodmbpomatos I Turma.

PetnHoGnactoma SIBJISIETCSI PEKO  OIMyXOJblo, Ha
JI0T0 KoTopoii puxoautest 2—3% ot Beex 3H y neteid [1, 2].
B ocHoBe pa3Butus 3a60sieBaHUS JIEKUT MyTallusl B TeHE
RBI. HacneacteeHHbIe (DOpMbI 3a00J1€BaHMsI, OOYCIOBJIEH-
Hble TePMUHAIBHOMN MyTalveil reHa RB1, orucanbl B 40%
cinydaeB [18]. Tlpy HaMUMKM TepMUHATBHOW MYyTaluy B
OOJIBIIIMHCTBE CTyJaeB pa3BUBAETCs OMIaTepaibHOE W/ Wn
MYJIBTU(OKATTbHOE  TTOpaXeHWe, pexe YHWIaTepaabHOe
nopaxeHue. ITonoXuTeIbHbIA ceMelHbIii aHaMHe3 Bbl-
siByisieTcst ipumepHo B 10% ciydaeB. [1okazaHo, 4to Guna-
TepaJibHbIE OIMYXOJI IUAaTHOCTUPYIOTCS paHbIlle, YeM YHU-
JlatepaibHble. MenuaHa Bo3pacTa Ha MOMEHT TTIOCTAHOBKM
nuarHo3a coctasisieT 11 m 22 mec cooTBeTcTBeHHO [3].
B rpyrine nauueHTOB ¢ HacaeACTBEHHOM (DOPMOIi peTHHO-
omactombl B MO Takke ObLIO OTMEYEHO MpeBaTMPOBAHUE
CJTyJaeB OMyIaTepaTbHbIX OITyXOJIEl, TIPY 9TOM MeMaHa BO3-
pacTa Ha MOMEHT TTOCTAHOBKM TMarHo3a Oblia paBHa 6 Mec.
TeM He MeHee ynesbHbIN BeC HACAeACTBEHHOU (pOpMBbI 3a-
OoJieBaHMsI ObUT MEHbIIE OXKMIAEMOro, YTO MOXET ObITh
OOYCJIOBJIEHO OTCYTCTBHMEM JTaHHBIX O CEMEIHOM aHaMHe3e
y 4aCTH MAIMEeHTOB.

CuHpapowm JlayHa (TprcoMust 1o xpoMocome 21) — oauH
13 HanboJIee YacThIX TeHETUIECKUX CUHIPOMOB, Tpeapac-
nonaratonmx K passututo 3H. Bonbiioe yucno onyonu-
KOBaHHBIX SIMUIEMUOJIOTUIECKIX UCCIIEIOBAHUI TTOITBEP-
JIWJIO €T0 acCOLMAITUIO C TIOBBIIIEHHBIM PUCKOM Pa3BUTHSI
Jieliko3oB, ocooeHHo OMIJI [19, 20]. JIeifiko3bl COCTaBISIIOT
10 95% or Bcex cinydaeB 3H y nereit ¢ cunapomom JlayHa
[21], mpy 5TOM MeXaHU3MBI JIEUKEMOTEHE3a CYILIECTBEHHO
OTJIMYAIOTCSI OT TAKOBBIX Y TIALIMEHTOB C OTCYTCTBUEM JaH-
HOTO cuHIpoMa. B kauecTBe paHHMX COOBITHIT KaHIIEpOTe-

He3a paccMaTpuBaeTCst KaK «T030BbIi» 3(PGheKT TOTOoNMH-
TebHOM 21-f XpOMOCOMBI, TaK U MyTalluu B reHe GATAI,
pacrnonoxeHHoM Ha X-xpomocome [22]. OP pasButus
Jieriko3a coctapisier 10—20 [23], mpu 3TOM IS OTAETbHBIX
penKux B AeTCKOM momyssiuuu ¢opM jeiiko3oB OP cyie-
cTBeHHO BbIlIe. Tak, OP pa3BuTHS MUETOAUCIIIACTUYECKO-
TO CUHIIpOMa Yy JieTeil ¢ cuHapomMoM JlayHa paseH 175, pist
OCTPOro MerakapuouuTapHoro Jjeiiko3a (M7 Bapuant) OP
cocrasiisieT 400 [23]. TTokazaHo, 4TO y A€Tei C CUHAPOMOM
Hayna puick pa3Butust OJIJI He 3aBUCUT OT Bo3pacTa peOeH-
Ka, TorJa Kak Haubosbmii puck pazsutust OMJI otmevaeT-
s B TiepBbIe S JieT xku3Hu [8, 24]. KyMyJIaTUBHBIN prcK pa3-
BUTHSI JIEIKO3a COCTaBIIsIET 2,1% K BO3pacTy 5 JIET ¥ TOJIbKO
2,7% x Bo3pacty 30 set [21]. HTEepecHOIT 0COOEHHOCTRIO
SIBJISIETCSI TO, UTO TIOBBIIIIEHHBIN PUCK PAa3BUTHSI JIEUKO30B,
TIPEVMYILIECTBEHHO B IETCKOM BO3pacTe, KOMITEHCUPYETCST
HU3KUM PUCKOM (POPMUPOBAHUS COMUAHBIX OITyXOJIeid, CO-
XPaHSIOLIMMCSI BO B3POCJIOM Bo3pacte. Tak, MeXmIyHapos-
HOE eBpOIeliCKoe UCC/IeIOBaHNE HE BBISIBUIO HU OIHOTO
narueHTa ¢ cuHapomoM JlayHa u3 Gosee yeM 6 ThIC. GOTb-
HBIX C HelipobacToMoii [25].

Pe3yssrarsl Halllero UccIenoBaHsI COTIACYIOTCSI C TaH-
HbIMU Apyrux aBTopoB. U3 8§ ciyuaes 3H y neteit ¢ cunapo-
MoM /JlayHa y 6 TaliMeHTOB AMAarHOCTUPOBAH OCTPBINA Jiei-
KO3, TIp1 3ToM B 50% citydaeB GbLT IMarHOCTHPOBAH OCTPbIIA
MerakapMoLMTapHbIi Jetiko3. Haubonbimiit OP otmeueH
it OMUJI, nipu 3ToMm y Beex natrieHToB ¢ OMJI Bo3pacT Ha
MOMEHT IMOCTaHOBKHU JUArHo3a ObLT MEHBILIE 5 JIET.

Hetipodpubpomatos 1 tuna (6one3np PexnvHrayse-
Ha) — OTHOCUTEJILHO 4acToe TreHeTnueckoe 3abojieBaHue
C ayTOCOMHO-IOMUHAHTBIM THUTIOM HACJIEIOBaHNST, B OCHOBE
KOTOPOTo JIeXXUT MyTauus reHa NFI. JInarHo3 B OOJIbIIMH-
CTBE CJIy4acB YCTAHABJIMBACTCSI KIIMHUYECKU C MCIIONb30-
BaHUEM CITEIUATIbHO Pa3pabOTaHHBIX IMArHOCTUUECKMX
KkputepreB [26]. Yacrota BcrpeuaeMoct 3H y GoJBbHBIX
¢ Heiipoubdbpomarosom I Tura pazamyaeTcs B 3aBUCMOCTU
OT MeToauKu cbopa MHGOPMAIIMU U BKITIOYEHUS B UCCTIe-
JIOBaHUE OOJIBHBIX C aCTPOLIMTOMAaMU 3PUTENTLHBIX HEPBOB.
B paborax, aHaIM3MpYIOIIKMX MALUEHTOB ¢ HelpoduoOpo-
Maro3oM | Tuma 1o JaHHBIM TOCIUTATBHBIX PETMCTPOB,
yacrora 3H Moxet nocturars 18% [27]. HanpotuB, MexXy-
HapOIHOE MCCIIENOBAHNE TIOKA3aJI0, YTO YacTOTa Pa3BUTHS
onyxoneit IIHC (3a uMCKTIOUEHVEM acCTPOLIMTOM 3pUTENb-
HBIX HEPBOB) U SKCTpakpaHuaibHbIX 3H (3a uckmoueHuem
Helipodrbpom) He npesbiiiact 2,0% u 4,9% COOTBETCTBEH-
HO [28]. Mexay TeM npy MpOBEACHUU BU3YATU3UPYIOLIUX
METOJIOB UCCJIEIOBAHMST YKMCJIO TAIIMEHTOB, WMEIOIINX
aCTPOIIMTOMBI 3PUTEBHBIX HEPBOB, MOXKET COCTaBJISITh
15% [29]. KpyrmHoe MONyJsIIMOHHOE UCCIeA0BaHUE, MPO-
BefeHHoe B Anonuwm, BbissBIo 56 (0,21%) ciaydaes 3H
(BKJTIOUAST TJIMOMBI 3PUTEJIHHBIX HEPBOB), aCCOIIMMPOBAH-
HBIX ¢ HelipoduOpomaTosom I Tuma, u3 Gosee yeM 26 ThIC.
neteii co 3H [30]. HauGosee yacTbie OmyXoJiu, 3a UCKITIoUe-
HMEM HeiipohrOpoM, Y TALIMEHTOB ¢ HeMpo(huOpoMaTo3omM
I Tuna — onyxonu LIHC u capkombl Msirkux TkaHei [27, 30,
31]. Onyxomu HHC MoryT nmopaxaTbh pa3iuyHble OTAEbI
TOJIOBHOTO M CITMHHOTO MO3Ta, OMHAKO HamboJiee M3Jo-
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OJIEHHOI JIOKaTU3aLMEN SIBISIETCS BOBJIEUEHNE 3pUTETbHBIX
HepBOB. B cTpykType 3a00/1eBaEMOCTH CapKOMaMU MSITKUX
TKaHEl TIPeBATMPYIOT 3/I0KAYeCTBEHHBIE OITyXOJM 00O0JIO-
Yyek neprepruIecKrX HEPBOB 1 paboMUOCapKOMa.

Yacrora BcTpeyaemocTu Helipodubdpomaroza [ tuma
y aereit co 3H B MO (8/1173, 0,68%) ObL1a comocTaBy-
Ma C pe3yJIsTaTaMy WCCESIOBaHMIA 3apyOeKHBIX aBTOPOB.
Tem He MeHee M3BECTHbIE TPYIHOCTU cOopa MHMOpMaIn
o namueHTax ¢ onyxojsimu LIHC, obyciioBieHHbIe TeM, 4TO
psI OOJIBHBIX TIOJTyYaeT JIEYEHNE TOJIbKO B CIIEIMATTU3UPO-
BaHHBIX HEWPOXUPYPTMUYECKMX CTAllMOHApaX W He Tomna-
JIaeT B TI0JIe 3pEHMsI IETCKMX OHKOJIOTOB, MOTJIM TIPUBECTH
K HEJIOYJeTy YacTu citydyaeB Helipodubpomarosa I Trna usz-
3a OTCYTCTBUSI MH(MOPMALIMK O COTTYTCTBYIOIIIEH MaTOIOTUN
y 6obHBIX. BMecTe ¢ TeM Hallle ucciieJoBaH1e TIONTBEPIM-
JIo accouMaluio Heiipopubpomarosza I Tumna ¢ pa3ButuemM
onyxoneit LIHC u capkom msarkux tkaHeir. OP pa3Butust
Bcex BuaoB 3H, onyxoneit IIHC u capkoM MSITKMX TKaHei
y GOJIbHBIX C JAHHBIM CUHApPOoMOM coctaBui 20,5, 62,5 u 150
COOTBETCTBEHHO. B uccnenoBanuu anrmiickux aropoB OP
Obu1 paBeH 16,3, 46,5, 1 53,8 [8].

MHTepecHbIM pe3y/ibraToM HACTOSIIETO MCCIeN0Ba-
HUS SIBUJIOCH BBISIBJIEHUE 4 cTydyaeB cuHapoMa HuliMereH,
accoluupoBaHHbIX ¢ pa3ButveM 3H. JlaHHbINM CUHIPOM,
onucaHHblii B 1981 1, XxapakTepusyeTcsl TpUaioil CUMIITO-
MOB. MMMYHOAEDUIIUT, MUKpoliedaTruss U XPOMOCOMHASsT
HecTabuIbHOCTS [32, 33]. Turm HacaenoBaHUs — ayTOCOMHO-
pelieccuBHBIN. B ocHOBe 3a0oseBaHUS JIEXKWAT MyTalMst
B reHe NBS1, konupyroleM 0ejloK HUOPUH, YJ4acTBYIOIIUIA
B penapaluu J1e30KCUpUOOHYKIIenHOBOM Kucaothl (JIHK).
TouHast pacripocTpaHEHHOCTh CUHIPOMA B TTOTYJISILIVM B Ha-
CTosIIIIee BpeMsl HEM3BECTHA, YTO He TIO3BOJIMIIO HaM pac-
cuntatb OP pazsutus 3H. [laHHbBIE MEXTYHAPOTHOTO PETU-
cTpa 60JbHBIX ¢ cuHApoMoM HuliMereH, onmyoMKOBaHHbIE
B 2000 ., CBUIETENBCTBYIOT O YETKOU MPeIpacionokeHHO-
cTU K pasButvio 3H, sBistiolnyxcst Hapsiay ¢ UHGEKIMSIMU
HaunboJsiee yacTol MpuIMHOK cMepTr 00 IbHBIX. M3 55 mauu-
€HTOB, BKITIOUeHHBIX B peructp, 3H pazpumuch y 22 (40%)
[32]. BospacT Ha MomeHT auarHo3a 3H BapbupoBai ot 1 10
22 net. Hanbonee yacteimu Bumamu 3H ciryxxumm tumMdoMbl
(16/22, 72,7%), npenMyLIECTBEHHO B-KileTOYHbIE, K pel-
KrM BuaaM 3H OTHOCWITHCH JIEHKO3bI, pabaoMHocapkoMa 1
onyxoiu ITHC. B Hamem uccienopanuu y 2 (50,0%) 60mb-
HBIX pa3BuIach B-kierounas simmMdoma, o 1 (25,5%) cny-
yaro npuiiriock Ha OJIJT u OMJL

IMomyyeHHass B HACTOSIILIEM MCCIIEOBAaHUM YacToTa
TEHETUYECKMX CHUHAPOMOB, acCOIMMPOBAHHBIX C Pa3BU-
taeM 3H, mo-BUAMMOMY, HECKOJbKO HWXE pealbHO Cy-
IeCTBYIONMX BeJIMIMH. C OMHON CTOPOHBI, HA 3TO MOIJIN
MOBJIUATE OCOOEHHOCTH cOopa MH(OpMALMKM Ha TOMYJIsi-
LIMOHHOM YPOBHE, C IPYroil — HEAOCTATOYHAs TOArOTOBKA
Bpayveii-NeIMaTpoB U IETCKUX OHKOJIOTOB B 00JIaCTH TeHe-
TUKU, 3aTPYIHSIIONIAS BHISIBIIEHUE YKa3aHHBIX CHHIIPOMOB.

CBOeBpeMEHHOE BBISIBJIEHWE TEHETMYECKMX CUHIIPO-
MOB, KaK Y 3/I0POBBIX JIETeli, TaK W Y IETeil C yKe pa3BUB-
memcst 3H, siBnsieTcst upe3BblYaitHO BaXKHBIM 110 HECKOJTb-
KUM TipudrHaM. [Ipexne Bcero, AJ1s MHOTMX TeHeTUUECKHMX

CUHAPOMOB pa3paboTaHbl 3(DGhEKTUBHBIE MTPOrpaMMBbI
CKpVHWHIa ¢ lejblo BbisiBieHUs1 3H Ha Oosee paHHUX
cranusix. [IpumepaMu MOTYT CITYXXWTh TPOBEICHUE YITb-
TPa3BYKOBOTO CKPWHMHTA TAIMEHTaM C CUHIPOMAaMH,
TIpEeIpacIoNaraloliiMi K Pa3BUTHIO HepoOIacTOMBI,
TaKUMU KakK M30JIMPOBAaHHAS TeMUTUTIEPTpOdUs, CUH-
npom beksura—Bunemana, WAGR cunapom [34] u pery-
JIIpHBIE OCMOTPBI O(DTATBMOJIOTOM JIETei, UMEIOIINX Ce-
MeiHbI aHaMHe3 Mo peTruHobacToMe [5]. Tem He MeHee
BIIEPBbIE O HAJTMYUM TEHETMUYECKOTO CUHAPOMa Y pebeHKa
yalie BCEeTo 3aJyMbIBAeTCs JETCKUIl Bpau-OHKOJIOT yXe
nocje pa3Butus y 6oasHoro 3H.

Kpome TOro, Hammume TEeHETUYECKOTO CHHIPOMA
y 6onbHOro co 3H MoXeT, ¢ OgHOIl CTOPOHBI, OKa3bl-
BaTh CYIIIECTBEHHOE BJIMSIHME Ha TPOTHO3 3a00JIeBaHUS,
a ¢ Ipyroil — MpeaoIpeaesTh BBIOOP MpOorpaMMbl IPOTU-
BOOITYXOJIEBO TepaItiu, MOCKOJIBKY TSI MHOTHX 3a00J1eBa-
HUI pa3paboTaHbI CTIEIMAIbHBIE TIPOTOKOJBI JieUeHusT (Ha-
npumep, OMJI npu cuaapome [layHa, 1rMbOMBbI y O0TBHBIX
¢ necexkramu penapauuu JJHK) [35].

OnuH 13 BaKHBIX acTIEKTOB BelEHUSI TIAIIMEHTOB C Te-
HETUYECKMMU CUHIPOMaMU — BO3MOXXHOCTh pa3BUTHS
TIEPBUYHO-MHOXECTBEHHBIX W BTOPBIX 3JI0KAYECTBEHHBIX
onyxosieit (B30). IMoBbliieHHbIN prck pa3Butrs B3O omnu-
caH TIpY MHOTUX CUHIpomax. Hampumep, mokasaHo, 4To
TAIMEeHTHl ¢ HACJIENCTBEHHOW PETMHOOIACTOMON MMEIOT
OrpoMHBIii puck pa3zsutus B30, cyliecTBEHHO MPeBbIIIA0-
it (B 19 pas) pyck mjist oO1ueit monyasiuMy ¥ NalMeHTOB
C HEHAC/IeACTBeHHOM (hopmoii [36].

Kpowme Toro, nipu psijie TeHETUIECKUX CUHIPOMOB BO3-
MOXHO 00JIee 4acToe pa3BUTHE TSIKEJIBbIX OTIAJIEHHBIX TT0-
CJIEICTBUI TIPOTUBOOITYXOJIEBOI Teparnu, CBSI3aHHOE KakK
C TIOBBIIIEHHOW YyBCTBUTEIBHOCTHIO K OTPEAETEHHBIM
TPYIIIamM XMMHUOIIPETiapaToB 1 JTy4eBOI TEparivu, TaK 1 C yKe
MMEIOLIMMUCS HAa MOMEHT MOCTaHOBKU nuarHosa 3H 3a60-
JIEBAHWSIMU OTIETbHBIX OPTaHOB M CUCTEM OpraHu3ma. Taxk,
TOKa3aHa YacTast BCTPeYaeMOCTh 3aCTOMHOI CepieuHOI He-
JIOCTaTOYHOCTU y OOJIbHBIX ¢ cuHApoMoM [layHa u1 OMJI,
TTOJTY4YaBIIMX TEPATTUIO aHTPALIMKIIMHAMM B CBSI3M C HaJIV-
YreM y 3HaUYMTETbHOM YacT! MallMeHTOB BPOXKIEHHOTO T10-
poka cepaua [22]. KymynsituBHast 3a00/1€Ba€MOCTb TEPMU-
HaTbHOI XPOHWUYECKON MOYEYHOI HEAOCTATOUHOCTHIO K 20
romam HaOmomeHus TIpy HepobmacTtoMe cocTapisteT 74%
y GosbHBIX ¢ cuHapoMoM Jenuc—/pari u 36% y GOIbHBIX
¢ WAGR cunnpomom nipotus 0,6% y maliieHTOB, HE UMEIO-
IIMX YKa3aHHbBIX 3a001eBaHuii [37].

[ns yayduieHus: BbisiBIeHUsT cemeiriHbix dopm 3H
YpEe3BbIUATHO BAXXKHBIM SIBJISIETCS THIATETbHO COOPaHHBIN
ceMelHbIli aHaMHe3, BKIIoYaroluii uH@opMauuio 000
Bcex caydasix 3H B 3 npeaiecTByroIImrX MOKOJIEHUSIX C 00s1-
3aTeJIbHBIM yKa3aHWEM BO3pacTa Ha MOMEHT TTOCTAHOBKU
JIMarHo3a 1 BO3pacTa CMepPTH OOJTBHBIX, a TAKXKe TAaHHBIX 00
STHUYECKOM TTPOUCXOXIEHUM Y BO3MOXHBIX OJIM3KOPO.I-
cTBeHHbIX Opakax [38]. OmHoli U3 Mep, KOTopasl, 1o HallleMy
MHEHUIO, TTO3BOJIUT YJIYYIIUTh BBISIBIEHUE T€HETUUECKUX
CUHAPOMOB Y neteil co 3H, cTaHeT akTUBHOE BKJTIOUEHUE
KIIMHUYECKOTO TEHETMKA B MYJBTUAVCIUILTMHAPHYIO KO-
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MaHIy, 3aHMMAIOIIYIOCS] OKa3aHWEM CIIeIUaTM3UpPOBaH-
HOI1 TIOMOIIIM IETSIM C OHKOJIOTUIECKUMU 3a00JIeBaHUSIMMU.
B mosb3y 3TOTO CBUIETENLCTBYIOT JaHHbIE UCCIIENOBAHMS,
nposeaeHHoro B Hunepnannax. ABropsl oocienoBanu 1073
Ju1l, uzeueHHbIx oT 3H B neTckoM Bo3pacte, U BBISIBUIIU
reHeTH4ecKre CUHAPOMbI Y 42 (3,9%) GONMbHBIX, TIPU 3TOM
B 47,6% (20/42) cnyyaeB paHee OHM HE YCTAHABIMBAIUCH
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