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Llenb HacTOALWEro uccnefoBaHWs — W3yyeHUe PacnpoCTpPaHeHHOCTU FeHeTWUYECKUX CUHAPOMOB Y feTell CO 3N10KayeCTBEHHbIMU
HoBoo6pasoBaHusMmM (3H) Ha TeppuTopun MockoBcKoii o6nacTu (MO). JaHHble 0 nauueH Tax 6biav nonyveHbl 3 6a3bl AaHHbIX e TCKOro
nonynsiMoHHOro KaHuep-perncTpa MO. Bcero 3a nepuog ¢ aHBapsa 2000 no cespans 2010 . Ha TeppuTopun MO 3aperncTpupoBaHo
1173 cnyyasn 3aboneeaHns geTein 3H, 13 HUX reHe TUYECKNE CMHAPOMBI BbisiBneHbl y 35 (3,0%) naumeHTOB. B 9 (25,7%) cnyyasx umena
MeCcTO HacnefiCcTBeHHas peTuHobnacToma, no 8 (22,8%) cnyyaes NpMLINOCL Ha cuHAPOM [layHa v HelipodhmbpomaTos | Tuna. Hanbonee
4acTO reHeTUYECKMNE CUHAPOMbI BbISBAAANCL Y BOMbHbIX CpeTUHOBNACTOMOR —31%, repMUHOreHHbIMW 0NyXonsaMu —6,8% u capkoMmamu
MATKNX TKaHed —4,5%. MokasaH NOBbIWEHHbIA PUCK pa3BUT A NeiAKO30B Yy AeTeii ¢ cuHapoMom flayHa. OTHocUTenbHbIi puck (OP)
pasBnT 1A NeNKO30B 1 OCTPOro MuenobnacTHoro neitkoza (OMJ1) coctTasun 15,0 (95% AN=1,9—333,1) n 57,1 (95% AN =9,3—1398,0)
CO0TBeTCTBeHHO. MoATBep>KeHa accolmauma HelipodubpomaTosa | Tuna ¢ pasBuTUEM ONyXoneil LeHTpanbHOW HepPBHOW CUCTEMbI
(LLHC) n capkom msirkux TkaHeii. OP cocTasun 62,5 (95% 4MN=8,1—1388,6) n 150,0 (95% AN =26,9—3480,9) COOTBETCTBEHHO.
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CANCER PREDISPOSITION SYNDROMES IN CHILDREN
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The aim ofthe study was to assess the prevalence ofcancerpredisposition syndromes among children with cancer in Moscow Region (MR).
The data on patients were retrievedfrom the database of Childhood Population-based Cancer Registry of MR. 35 (3.0%) children with
cancer predisposition syndromes were revealed among 1173 registeredfrom 2000 till February 2010. The mostprevalent syndromes were
hereditary retinoblastoma (RB) —9 (25.7%), Down syndrome —8 (22.8%) and neurofibromatosis type 1—8 (22.8%). Genetic syndromes
were observed inpatients with retinoblastoma —31%, germ-cell tumors —6.8% and soft tissue sarcomas (STS) —4.5%. The increased risk
ofdevelopment of leukemia in patients with Down syndrome was observed. The relative risk (RR) 0f15.0 (95% C1 1.9—333.1)for leuke-
mia and 57.1 (95% C19.3—1398.0)for AML was observed. The association ofneurofibromatosis type 1 with the development oftumors of
central nervous system and soft tissue sarcomas was proved. The RR was 62.5 (95% C18.1—1388.6)for CNS tumors and 150,0 (95% CI
26.9-3480.9)for STS.
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3n0kayecTBeHHble HOBOOOpasoBaHua (3H) y peteit
OTHOCATCA K peAkuMM 3abosieBaHUSIM C 4acTOTOW BCTpe-
yaemocTun 12—15 Ha 100 TbiC. AeTCKOro Hacenexnus [1, 2].
CewmeiiHan arperauusa psga 3H geTtckoro BospacTa 6bia
n3BecTHa ewe B XIX B. [3]. B cepeguHe npoLwnoro Beka
NosBUANCL ONucaHWa cnyyaeB passutua 3H y pgeteid
C reHeTMyecknMu 3a60neBaHUAMU, TaKUMU KakK CUHAPOM
[JayHa [4]. B ganbHeliwemM 6b110 ONUCaHO HECKOMbKO fe-
CATKOB FeHeTUYeCKUX CUHAPOMOB, MpeapacnonaratoLmux
K passututo 3H y geTeid [5—7]. TeM He MeHee B HacTosLLee
Bpema 6O/bLWMHCTBO cnyyaeB 3H, pasBuMBLUMXCS B AeT-

CKOM BO3pacTe, paccMaTpuBalOTCA KaK Cropaguyeckue.
lMoka3aHO, 4YTO reHeTU4YeckKas npespacroNOXEeHHOCTb
K (hOpMUPOBaHWIO OMYyXO0/IEBOr0 npoLecca BbiABASETCA
b y 1—10% nauuneHTos co 3H [8].

[aHHble 0 pacnpoCTpPaHEHHOCTW TreHeTUYeCcKnX
CMHAPOMOB, Mpefpacrnonaralowinx K passutuio 3H,
y aeteit B Poccuiickoin ®egepayunu (PP) nsyyeHol Hepo-
CTaTOYHO NOSIHO. Psj paboT NocBALLEH BKNafy reHeTu-
YeckMX PaKToOpoB B BO3HWKHOBEHWE ONpefeneHHbIX BU-
noB 3H, Takmx Kak HegppobnacToma [9]. OfHAKO 3TO He
[aeT npefcraBneHns o macliTabax npo6aemMbl Ha YpoBHe
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BCE monynauuu geTeid, cTpafaroinx OHKONOTMYECKU-
MU 3a60/1€BaHUAMN.

Llenb HacTosLLero uccnefoBaHUs — M3yyYeHUe pac-
MPOCTPaHEHHOCTU FEHEeTUYECKUX CUHAPOMOB Y AieTeid co
3H Ha TeppuTopun MockoBckoi obnactn (MO).

[NauneHTb! U MeToabl

[aHHble 0 naumneHTax 66111 NoNyYeHbl U3 6a3bl JaHHbIX
[eTckoro nonynsaunoHHoro Kaduep-peructpa (KP) MO,
perucTpupyiowlero ciyvan saboneeaHus y feTeii U noj-
pOCTKOB Ha TeppuTopun MO. B 6a3e faHHbIX KP npocnek-
TUBHO perucTpupyerca MHGOpMauma, cnocobeTByroWas
NAEHTU(MKaLMM NaLmeHTa, U MHPopMaLms, KacatoLasncs
3aboneBaHus, BK/OYaloLWas AaTy NMocTaHOBKMW AmarHosa,
NoKanusauuio nepsuyHoro 3H, rucTonornyeckuii Bapu-
aHT 3H, pacnpocTpaHeHHOCTb OMYX0/EBOro npouecca, BUA
NeyeHuns, KOTOPOMY nogBeprca nauyueHT. Kpome Toro, cu-
CTeMaTUYecKn NPOBOAUTCA perucTpauus conyTCTBYHOLLUMNX
3a6o0neBaHuiA, BKOYasA FeHeTUYECKMe CUHAPOMBI.

Lnsa cbopa v yTOUHEHUA WHGPOPMALUU UCMONb30-
Ba/M pa3paboTaHHYI KapTy y4yeTa naumeHTOB C OHKO-
nornvecknmm 3aboneBaHUAMMU, COCTOALWMX Ha YueTe
B MeAULMHCKNX yupexaeHnax MO [10]. KapTta yueta
NnauMeHTOB C OHKONOrMYyeckumuy 3aboneBaHUAMU pas-
paboTaHa COBMECTHO COTpPYAHMKaMW [ETCKOro OHKO-
noruyeckoro otgeneHns Ne7 MoCKOBCKOro o6nacT-
HOr0 OHKO/IOFMYEeCKOoro gucnaHcepa n ®egepansHoOro
Hay4YHO-K/IMHUYECKOro LeHTpa AeTCKOW reMatonoruu,
OHKO/IOTUM U UMMYHONOIMU N ABNAETCA AOKYMEHTOM
0053aTeNIbHON €XEerogHoN OTUYETHOCTU PYKOBOAUTENEN
MYHULUNANbHbIX YNpaBneHnin/genapTaMeHTOB 34paBo-
OXpaHeHUs MyHULMnanbHbIX obpasosaHnin MO.

Mop@gonornyeckme AMarHosbl cTpaTuuULMpoBa-
NUCb cornacHo MexayHapogHon knaccuukauum 60-
nesHein B oHkonorum 3-ro nepecmoTpa (International
Classification of Diseases for Oncology, 3 ed., ICD-0-3)
[11], panee onyxonu rpynnuMpoBanuch cornacHo Mexay-
HapofHoW knaccuukauumn 3H geTckoro Bospacta 3-ro
nepecmoTtpa (International Classification of Childhood
Cancer, 3 ed., ICCC-3) [12]. B uccnegoBaHue Bkto4a-
NNCb NaLMeHTbl CO 3/1I0KAYeCTBEHHbIMMW OMYyX0NaAMu (Ko4
6uonornyeckoro nosegeHma no ICD-0-3 «3»). Uc-
K/OYeHWe COCTaBUAM ONYXONWN LEeHTPanbHOW HEpPBHOW
cuctembl (LLHC) (gnarHocTtuyeckaa rpynna I1) n uH-
TpakpaHuanbHble U MHTPaCNUHa/IbHble FTEPMUHOTEHHbIe
onyxonu (guarHoctmyeckas nogrpynna Xa). CornacHo
MeXAYHapOoAHbIM peKoMeHAaunaM Onyxoaun, OTHOCSH-
Lueca K ykasaHHbIM rpynnamM, perucTpupoBanncb BHe
3aBUCMMOCTM OT 6MONOrMYEcKoro noeegeHmnsa [12].

B uccnepgosaHue Bkntoyanuce et 0—14 et c ycTa-
HOBMEHHbIM AnarHo3omMm 3H W reHeTUYeCKUMWU CUH-
Apomamu, npegpacrnonaralowmmMn K passutuo  3H.
K HacneacTBeHHbIM popMaM peTUHOBNACTOMbI, B OCHO-
BE KOTOPbIX NEXWUT repMuHanbHas myTauusa redHa RB1,
OTHOCU/IN BCe Cnyyaun 6unatepanbHbIX 0Nyxonei u yHu-
natepasbHble OMYyX0AU NPU HaNU4YMU MONOXKUTENBHOIO
cemeliHOro aHamHesa [3].

NEYEHWNE,
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MayveHTbl, WMeKLWMe BPOXAEHHbIE aHoManuu
pasBUTUS, He YKnadblBalowMecs B AMArHOCTMYECKUe
KPUTEPUU U3BECTHBIX FEHETUYECKMUX CUHLPOMOB, Npej-
pacnonaralwmx K passutuio 3H, B HacTosLLee uccne-
[OBaHWe He BOLLUNN.

B uccnegosaHune 6bliv BKAKOYEHbl MaLWeHTbl 3a ne-
puog c aHBaps 2000 no gespanb 2010 r. (122 mec). Ctatu-
CTUYECKYI0 06paboTKy NONYYeHHbIX AaHHbIX MPOBOAMAM
€ ucnonb3oBaHnem nporpamm Excel 2003 un Statistica 6.0.
Cratmuctuyecknii aHanuns nposegeH Ha 01.03.2010 r. OTHoO-
cutenbHblin puck (OP) paseutus 3H paccumTbiBanca Kak
OTHOLLEHMe HabngaemMoro ymcna cnyvaes 3aboneBaHus
y feTell C reHeTMYeCKMMU CUHAPOMAMWU K 0XUAaeMOMY
yucny cnydaes. OxugaeMoe YUCNO CllyyaeB 3ab0/eBaHnA
paccuMTbIBaNOCh Kak npoussefeHne pacnpocTpaHeHHOCTH
reHeTUYeCKUX CUHAPOMOB B NONYNALMM K 06LLEMY yucny
3aperucTpuMpoBaHHbIX cny4vaeB 3abonesaHus 3H y feteii.
PacnpocTpaHeHHOCTb CMHApOMa JlayHa Oblna paccumTa-
Ha Mo faHHbIM PErncTpa BPOXAeHHbIX MOPOKOB PasBuTHs,
(hYyHKUMOHMpYIOLWero Ha Tepputopun MO, n cocTasuna
1Ha 850 4enoBek [13]. PacnpocTpaHeHHOCTb Helpoghnbpo-
mato3a | Tuna cornoctaByMMa B pasfIMyHbIX reorpaguueckmx
pervmoHax n paBHa 1 Ha 3000 [14]. 3HaueHunsa p n 95% fo-
BepuTeNibHble MHTepBanbl (4W), accounnpoBaHHble ¢ OP
pa3suTusa 3H, paccunTbiBaANCH C UCMOJ/Ib30BAHMEM [BYCTO-
poHHero TecTa lNMyaccoHa (MeTog bnelikepa) B nakeTe npo-
rpamm R (Bepcusd 2.10.1) [15, 16].

Pe3ynbTars! 1ccnenoBaHus

3a nepunog c 2000 no despans 2010 r. 3aperncTpmpo-
BaHO 1173 cnyyas 3H yaeTeit, U3 HUX TEHETUYECKMNE CUH-
Apombl BbisiBeHbl y 35 (3,0%) nauneHToB. B 9 (25,7%)
Cny4aax uMesia MecTo HacneAcTBeHHas peTuHo61acTo-
ma, no 8(22,8%) cny4yaeB NpULWINOCL Ha CUHAPOM [layHa
n Helipodumobpomatos | Tuna (tabn. 1). B 4 (11,4%) cny-
Yyasix gmarHocTupoBaH cuHgpom HulimereH, B 2 (5,7%)
cnyyasx —46XY gucreHesmsa roHag, no 1 (2,9%) cny-
Yyal MPULLIOCh HA aTaKCUIO-TeNeaHrnakTasui, CUH-
apom Tiopko, TybeposHblii cknepo3, WAGR cuHgpom

Tabnmua 1. MeHeTHYecKue CUHAPOMBIY AeTell co 3H

CeHeTNYECKWIA CUHAPOM Yucno 6onbHbIX (%6), abe.

HacneacTBeHHas peTuHo6nactoma 9 (25,7)
CuHgpom [layHa 8(22,8)
Helipodmbpomaros | Tuna 8 (22,8)
CuHgpom HuiimereH 4(11,4)
46XY gmcreHesna roHag 2 (5,7)
ATaKCUA-TeNeaHrnakTasns 1(2,9)
Ty6epo3Hblii cknepos 1(2,9)
CuHgpom Tiopko 1(2,9)
WAGR cunHapom 1(2,9)
Bcero 35 (100,0)
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(Wilms tumor, Aniridia, Genital abnormalities, Mental
Retardation —Hedpo6nacToma, aHUpMANS, MOPOKK pas-
BUTUS MOYENOSIOBOM CUCTEMbI, 33[€PXKKa YMCTBEHHOIO
pasBuTus).

Hanbonee 4acto reHeTuyeckne CUHAPOMbl BbIfiB-
NANUCbL y 60MbHbIX C peTuHoGnacTomo —31%, repmu-
HOreHHbIMU onyxonamu —6,8% u capkoMaMu MArKux
TKaHein —4,5% (Tabn. 2).

Tabnmua 2. YacToTa BCTPeYaeMoCT reHe T UYECKUX CUHAPOMOB
Bpa3nnuHbIX rpynnax 3Hy feTeii

Yumcno 60/bHbIX
C reHeTUYECKMMM
cuHapomamu, (%)

Yucno

Anaroctudeckas rpynna g s Coee

Neiiko3bl 365 8(2,2)
JTumdombl 151 4 (2,6)
Onyxonun LULHC 252 6(2,4)
Heiipo6nactoma 71 0 (0,0)
PeTuHo6nactoma 29 9 (31,0)
onyxonu noyek 73 1(1,4)
Onyxonu neyeHun 19 0(0,0)
onyxonu KocTel 70 0(0,0)
CapKOoMbl MATKNX TKaHei 67 3 (4,5)
FepMUHOreHHbIe ONYX0/K 44 3(6,8)
KapuuHombl 32 1(3,1)
Bce 3H 1173 35 (3,0)

Yawe apyrux B nonynaumun getein co 3H B MO
BCTpeyanacb HacneAcTBeHHas peTuHo6nactoma. CooT-
HOLIEHWEe Manb4YMKWU:AeBOYKM Oblno paBHO 1,25:1. U3
9 nauneHTOB C HacNeACTBEHHOW peTMHO6M1ACcTOMOW B 7
(77,7%) cnyyasx nmena Mecto 6unarepanbHas Onyxofb.
MeanaHa Bo3pacTa Ha MOMEHT MOCTaHOBKW AMarHo-
3a 6unatepanbHO peTMHOGNACTOMbI cOCTaBuna 6 mec
(pas6bpoc 3,2—17,9 mec). XXuBbl ¢ MeamaHoi Habnoge-
Hus 87,1 mMec 5 nauneHTOB, 2 —NOTePSAHbI U3-N0J Ha-
6ntoaeHmsa yepes 44,5 n 45,5 mec ¢ MOMeHTa NOCTaHOBKM
AnarHosa. B 2 (22,3%) cnyvasx umena MecTo yHunate-
panbHas onyxofib, CoyeTalOLWasca C MOMNOKUTENbHbLIM
CeMeiHbIM aHamMHe30M. Bo3pacT 60/bHbIX HA MOMEHT
NOCTaHOBKM gnarHosa 6bin1 24,4 n 14,1 mec, 0o6a nayneH-
TaXMBbI C ANNTENbHOCTbLIO HabnwgeHns 4,8 n 116,8 mec.

M3 8 naumeHToB ¢ cuHgpomom fayHa B 4 (50,0%)
cnyyaax 6bi1 AMarHoCTMPOBAH OCTPbIA MMeNo6nacTHbIN
neinkos (OMN), y 2 (25,0%) 601bHbIX —OCTPbIA NUM-
thobnacTHbI neinkos (OJ11), no 1(12,5%) cny4vato npu-
LWNOCb Ha NTMM{OMY 1 Hespenyto TepaTomy. COOTHOLe-
HUe ManbynmKun:aeBoYKy coctasuno 1:1.

Bo3spacT naumeHToB ¢ cuHApoMoMm [fayHa u OMIJI
BapbupoBan ot 21,2 go 41,1 mec. B 3 (75,0%) cnyuasnx
6bl71 AMarHoCTUPOBAH OCTPbIA MerakapuouuTapHbIi
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nenkos (M7 BapmnaHT no FAB-knaccugukayum (French-
American-British cooperative group)), B 1 (25,0%) cny-
yae —OMJ1 6e3 npu3HakoB co3peBaHus (M1 BapuaHT
no FAB-knaccumkaumm). Pogutenn nauymeHta c OM/I,
M1 BapnaHTOM OTKa3anucb OT Tepanun —pe6beHOK no-
rmé yepes 2,3 Mec C MOMeHTa NOCTaHOBKM AnarHosa. Bece
nauveHTol ¢ OMJ1, M7 BapnaHTOM XWBbI, ABO€ U3 HUX
NPoAonXalT nofyyatb creumanbHOe feyeHMe Ha MoO-
MEHT HanncaHus cTaTbu.

Y 2 nayueHToB C CUHAPOMOM [ayHa B BO3pac-
Te 53,2 n 58,7 mec 6bin gnarHoctuposaH OJ1/1, BlI-
NMMYHOBapnaHT. O6a 60/IbHbLIX XXWBbI C A/IUTENbHOCTbIO
HabntogeHma 29,0 n 31,5 mec.

B 1 cnyyae y pebeHka B Bo3pacTe 9,3 roga yCcTaHOB-
NeH KAMHUYECKWIA ANArHo3 HeXO4XXKUHCKOW NUMKpOMbI
C MOpaXeHWeM BHYTPUOPIOLWHbLIX TMMKpaTUYECKNX Y3/10B.
Mopdonornyecku gnarHo3 NnoATBepXAeH He 6bl1. bonb-
HOW norn6 yepes 0,4 Mec C MOMEHTa NOCTaHOBKMW AnarHo-
3a U3-3a pa3BUTUSA MOAMOPraHHON HeJOCTATOYHOCTHU.

Y peBo4yku B Bo3pacTe 11,5 mec Obin yCTaHOB/EH
[LVarHo3 He3penioli TepaToMbl /IEBOW NMOYKK. B HacTof-
Wwee Bpems pebeHOK XMNB 6e3 Npu3HaKkoB 3abosieBaHuMA
(annTenbHOCTbL Habno geHusa 55,6 mec).

OP passuTusa Bcex Buaos 3H y feTeil ¢ CMHAPOMOM
[ayHa 6b1n paBeH 5,7 (95% A1 =0,9—126,4), OP pa3su-
Tns nelikosa — 15,0 (95% AWN=1,9—333,1), OP pa3Bu-
Tns OMJ - 57,1 (95% AN=9,3-1398,0) (tabn. 3).

3a uccnegyeMmblil nepuos BPEMEHW BbIABNEHO 8
cnyyaes pa3sutus 3H y geteld ¢ HeillpothnbpomaTo3om
| Tuna. MeamnaHa Bo3pacTta Ha MOMEHT NOCTAHOBKY Aua-
rHosa coctasuna 10 net. Mpu pacnpegeneHun no nony
OTMeYeHO MnpeBannMpoBaHUe ML, MYXCKOro nona, co-
OTHOLWEHME MaNbYnKKN:4eBOUYKN paBHO 3:1. B 5 (62,5%)
cnyvasx 6bim BbifgBneHbl onyxonum LLIHC: y 4 60MbHbIX
AVMarHoCTUpPOBaHbl acTpouuTapHble onyxonu, y 1 na-
UMeHTa — MeHuUHrnoma. rpu pacnpegeneHun 60nb-
HbIX ¢ onyxonsamu LLHC no nokanusauuu nepsuYHOM
onyxonun no 2 (40%) cnyyas NpuWNOCb Ha MOpaXeHue
3pUTENbHbLIX HEPBOB M CMMHHOIO Mo3ra, B 1 (20%) cny-
Yyae OTMEYEHO BOB/IeYEHMNE YETBEPOXOIMUSA. Y 60/bHOM
C MEHWHIMOMOW OTMEYEHO MepPBUYHO MHOXECTBEH-
HOe MopaKeHue CMWHHOro mosra. YeTbipe nayueHTa
C acTpoLUTapPHLIMW OMYXONSAMU XUBblI C MeAMNaHOW Ha-
6nogeHns 63,5 mec. MayneHTKa ¢ MEHUHTMOMOW Mo-
TepsiHa M3-noj HabnwgeHnsa yepes 29,6 mec ¢ MOMeHTa
NMOCTAHOBKM AMarHosa.

B 3 (37,5%) cnyyasx y nayuMeHToB € Heipohunbpo-
mMaTo30M | Tuna BbifABAEHbl CAPKOMbl MATKWX TKaHeln.
Y 2 60NbHbIX JUarHoCTUPOBaHa 3/10Ka4yeCcTBEHHaa ony-
X0Nb 13 060/104eK NepudepuyecKux HepBOB C IOKanu-
3ayuein B 061acTh Wen 1 ArognyHoi obnactn. Onyxonm
Ha MOMEHT MOCTaHOBKM fMarHo3a npu3HaHbl Heomnepa-
6enbHbiMKU. Ob6a nayueHTa mornbnyn oT nMporpeccupo-
BaHus 3abonesaHus yepes 4,0 n 7,6 Mec c MOMeHTa No-
CTaHOBKMW AnarHosa. ¥ 1 6onbHoro B Bospacte 1,4 roga
YCTaHOB/IEH AnarHo3 aM6proHanbHoM pabgomumocapko-
Mbl 6PIOLWHON nonoctTn. B HacToswee BpemMs nauueHT
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Tabmmua 3. OTHocUTeNbHbINpUCcK passuTus 3H npu cuHgpome layHa u HelipocubpomaTose | Tuna

372010

3H Ywucno HabmogaembIx l—Imcngo (]J_I)L('l:lﬂlz;eMblx OP (95% A1) b
CuHgpom layHa
Neiiko3bl 6 0,40 15,0 (1,9-333,1) 0,003
onn 2 0,33 6,0 (1,5-170,6) 0,16
oMn 4 0,07 57,1 (9,3-1398,0) <0,001
Jiumdombl 1 0,17 5,8 (0,1-216,8) 0,279
FepMUHOreHHbIe 0NYX0K 1 0,05 20,0 (0,5-744,2) 0,096
Bce 3H 8 1,38 5,7 (0,9-126,4) 0,089
HeipodmbpomaTos | Tuna
Onyxonun UHC 5 0,08 62,5 (8,1-1388,6) <0,001
CapKOMbl MATKUX TKaHei 3 0,02 150,0 (26,9-3480,9) < 0,001
Bce 3H 8 0,39 20,5 (3,2-446,1) < 0,001

XnB 6e3 npuM3HakoB 3abo0neBaHUs NpU AANTENBHOCTU
HabntogeHnsa 20,2 mec.

OP pa3sutns 3H y nayneHTOB C Helipodrnbpomarto-
3om | Tuna 6bin paBeH 20,5 (95% AWN=3,2—446,1). OP
pa3Butma onyxonein LLHC u capkom MArKux TKaHel
coctaBun 62,5 (95% [AMN=8,1—1388,6) n 150,0 (95%
AN=26,9—3480,9) cooTBETCTBEHHO (Tabn. 3).

Y 4 nauneHTOB AMArHOCTMPOBaH CMHAPOM Huime-
reH, Npu 3TOM BO BCEX CyvasaxX y 60/ibHbIX pa3BMBaNuCh
pasnuuHble popmbl remo6nacto3oB. MegnaHa Bo3pacTta
Ha MOMEHT NOCTaHOBKW AmarHosa coctasuna 7,1 roga
(pas6poc 3,6—12,2). Mpwu pacnpegeneHnn no nony co-
OTHOLLEHWE ManbYMKW:AeBOYKM O6blno paBHO 0,33:1.
B 2 (50,0%) cnyyasx y nayueHToB B BO3pacTe 10,4
n 12,2 roga gmarHoctmpoBaHa AudysHas B-knetoyHas
KpynHokneToyHaa numdoma. Mo 1 (25,0%) cnyyato
npuwnocb Ha OJ1/1, BII-MMMYyHONOrn4YecKnii BapuaHT
n OMJI, M5a BapuaHT no FAB-knaccudmkaumm, pas-
BMBLUUXCA B BO3pacTe 3,9 n 3,6 MeCc, COOTBETCTBEHHO.

Tabmvua 4. Pefikne BUAbI FeHe TUYECKMX CUHAPOMOBY feTeli co 3H

Tpoe NauMeHTOB XWUBblI C MeAMaHon HabnwaeHua 56,2
mec. bonbHasi ¢ OMJ1 norn6na Ha poHe NpoBefeHMNA Te-
panuu oT UHMPEKLUOHHBIX OCNOXHEHWIA.

B 2 cnyyaax BbifiBNeHO co4veTaHue 46XY AucreHesum
roHaz U AUCTePMUHOMBI. Y 060MX NaLMeHTOK, UMELLNX
XEHCKWUIA (heHOTWM, AMarHo3 6bl1 NOATBEPXAEH NyTeM
NnpoBeAeHNs KapuoTUNupoBaHusa. Bo3pacT Ha MOMEHT no-
CTAHOBKMW AmarHosa coctasun 14,4 n 14,6 roga. Onyxonb
McxXopmna u3 roHag, npu aTom y oHol 601bHON 0TMEYeHO
6unatepanbHoe nopaxeHue. O6e NaLMeHTKM XNBbI C A4NK-
TeNbHOCTbIO HabnogeHns 63,7 n 95,6 mec.

PefiKne BapnaHTbl FeHETUYECKUX CUHLPOMOB, BbISIB/IEH-
Hble B nonynsauun getein co 3H, npefcTaBneHbl B Tabnuue 4.

ObeyxaeHve

KaHueporeHes npefcTaBaseT co6oit CNOXHbIA MHOTO-
cTafuiiHbIA NpoLecc, 415 peann3almumn KOToporo Heo6xoau-
MO HECKOJ/IbKO MOC/eA0BaTeNbHbIX FEHETUUECKUX COBbITUIA.
MepBoii CTyneHblo Mpolecca KaHLeporeHesa MoryT 6biTb

[mTensHoCTb

CeHeTUYECKMIA CUHAPOM Mon [varHos BospacT (rogpbl) HabIomeHMA (Mec) Ncxop
MepBas onyxonb -
Fnno6nactomano6HoO gonu 78
rofIoBHOr0 Mo3ra
CuHgpom TiopKo X 83,5 Xwus
BTopas onyxons -
AfeHoKapLuMHoMa TONCTOM KULL KK 13,6
Cy6aneHgumansbHas
Ty6epo3Hblii cknepos M rMraHToKNeToYyHas actpoyuToma 11,2 103,2 Xwus
NeBoro 60KOBOr0 Xeny[ouka
WAGR cuHapom M BunaTepanbHas HedhpobnacToma 2,0 23,6 Xwus
ATakcus- M fll/IM(*)OMavXO,q)KKVIHa, CMellaHHO- 106 143 ywmep
TeneaHrnakKrasusa KNeTouHbI BapuaHT, A
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Hacnegyemble MyTaLuy reHoB, y4acTBYHOLWMUX B Perynsumu
nponngepauumn n gngphepeHUMpPoBKN KneTok. Heobxoau-
MO NOAYEPKHYTb, YTO NOA HacneACTBeHHbIMU hopmamu 3H
MOHUMAIOT KaK reHeTUYecKne N3MeHeHNs, NoNyYeHHble OT
oTua MM MaTepu, Tak U KOHCTUTYLMOHa/bHbIE MyTaLuu,
pa3BMBLLMECH B raMeTax o onnofoTeopeHuns [17]. Kak yxe
OTMeYanoch Bbllle, HacneaCcTBeHHble opmbl 3H y aeTeld
[OCTaTOYHO pefku. B KpynHOM uccnefoBaHuUmW, NPOBEAEH-
HOM B BenunkobpuTaHuW, aBTopbl NpoaHanu3nposanm 60-
nee 16 Toic. cnyyaeB 3H y feTeil M nokaszanu, 4To YacToTa
HacneAcTBeHHbIX hopm 3H cocTasuna Bcero 3,1% [8]. Mpwu
3TOM Y4acToTa BCTPEYaeMOCTU FeHeTUYeCKUX CUHAPOMOB
BapbupoBana B 3aBMcUMOCTM OT Buaa 3H. Hambonblimii
BKNaf HacNeACTBEHHbIX (0aKTOPOB OblN BbISAB/IEH MPU peTu-
HobnacTtome (37,2%), onyxonsax no4vek (7,2%) n neikosax
(2,6%) [8].

Mponopums NaLMeHToB C reHeTUYECKUMMN CUHAPOMa-
MU, npegpacnonaralowmnMm K passutuio 3H, nonyyeHHas
B Hawem unccnegosaHum (3,0%), conoctaBuMa C faHHbI-
MW UWTUPYEMOro Bbille uccnefoBaHus. Kak u B paboTte
aHTMMACKUX aBTOPOB, HaMOONbLUMIA BKNafA reHeTUYeCKnx
(hakToB B pasBuTue 3H oTMevancs npu peTuHobnacTome
(31,0%). Tpems Hanbosiee YaCTbIMN FEHETUYECKMMMN CUH-
Apomamu, Kak y geteii co 3H B MO, Tak 1 B Bennkobputa-
HWUW, CNYXXMNWN HACNeACTBEHHAA peTMHOBNacTOMa, CUHAPOM
[JayHan Heinpothmbpomatos | Tuna.

PeTuHO6MacTOMa £ABNAETCA pPefKOM OMyXonblko, Ha
L0110 KOoTopoii npuxoanTcsa 2—3% oT Bcex 3H y geTein [1, 2].
B ocHOBe pa3BMTUA 3ab60neBaHUsA NEXUT MyTauus B reHe
RB1. HacneacTBeHHble popmMbl 3a60/1€BaHMA, 06yCnOBEH-
Hble repMuHanbHO MyTaumein reHa RB1, onucaHbl B 40%
cnyyaes [18]. Mpu HanMuMM repMmMHaNbLHON MyTauun B
60/bLUMHCTBE CNyYaeB pa3BMBaeTcs bunarepansHoe u/mnu
MYy/NbTU(OKaNbHOE MOPaXEHUe, pexe YHWnaTepasbHoe
nopaxeHue. [MONOXNUTENbHbLIA CeMeNHbI aHamMHe3 Bbl-
ABnsieTca NnpumMmepHo B 10% cnyuyaes. MokasaHo, 4To 6una-
TepasibHble OMYXONN AUAarHOCTUPYIOTCS paHbLUe, YeM YHU-
natepanbHble. MefnaHa BO3pacTa Ha MOMEHT MOCTaHOBKM
AnarHosa coctaenser 11 n 22 meCc COOTBETCTBEHHO [3].
B rpynne nauveHTOB C HacNeACTBEHHON (hOPMOI PeTUHO-
6nactoMbl B MO Takxe 6b110 OTMEUEHO NpeBanupoBaHue
cnyyaes 6unartepasnbHbIX OMyXonei, Npy 3TOM MenaHa Bo3-
pacta Ha MOMeHT MOCTaHOBKW AnarHo3sa 6bina paBHa 6 Mec.
Tem He MeHee yfefbHbI/ BeC HacneACTBEHHOW (hopMbl 3a-
60neBaHNA Obl1 MEHbLLE OXWAAEMOr0, YTO MOXET ObITb
006YyC/10B/IEHO OTCYTCTBMEM JaHHbLIX O CEMeiHOM aHamHe3e
y 4acTu NaLmneHTOoB.

CuHapom [layHa (Tpyucommus No Xxpomocome 21) —ouH
13 Hanbosnee YacTblX reHeTUYeCKUX CUHAPOMOB, npejpac-
nonaralowunx K passutnio 3H. Bonblioe yucno ony6aum-
KOBaHHbIX 3MUAEMMNONONMYECKUX UCCNef0BaHNI NOATBEp-
LU0 ero accoumaumio ¢ NOBbILIEHHBIM PUCKOM pa3BUTUA
neinko3oB, 0co6eHHo OMJT [19, 20]. J1eiiko3bl COCTaBNAOT
[0 95% oT Bcex cnyvaeB 3H y geTeli ¢ cuHapomom JayHa
[21], npy 3TOM MexaHU3Mbl NeikeMoreHe3a CyLLeCTBEHHO
OT/INYAKOTCA OT TAKOBbIX Y NALUEHTOB C OTCYTCTBUEM faH-
HOro cuHApoMa. B KayecTBe paHHUX COGbITUIA KaHLepore-

NEYEHWE, CONPOBOAWTENbHAA TEPANUA

He3a paccMaTpMBaeTCs KaK «4030Bblli» 3PHEKT 4ONOAHK-
TeNbHOM 21- XpOMOCOMbI, TaK U MyTauumn B reHe GATAL,
pacnonoXeHHoM Ha X-xpomocome [22]. OP pa3suTus
nerikosa coctasnset 10—20 [23], npu aTOM gnsi OTAENbHbIX
peLKMX B AETCKO nonynsauum gopm neliko3os OP cyuye-
CTBEHHO BblLle. Tak, OP pa3BuTUS MUENOANCNNIACTUYECKO-
ro CUHApOMa y feTeil ¢ cMHApoMoM [layHa paBeH 175, ans
0CTPOro MerakapuouuTapHoro neiikosa (M7 BapuaHTt) OP
coctasnseT 400 [23]. Moka3aHo, YTO y AeTeil C CUHAPOMOM
[JayHa puck pa3sutus OJ1J1 He 3aBUCUT OT BO3pacTa pebeH-
Ka, TorfaKak HanbonbLLUmnii puck pa3sutus OMJ1 oTMevaeT-
Csi B nepBble 51eTXXn3HK [8, 24]. KymynaTuBHbIA pUCK pas-
BMTUA Neliko3a cocTaBnseT 2,1% K BO3pacTy 51eT v ToNbKO
2,7% k BospacTy 30 neT [21]. IHTepecHO 0CO6EHHOCTbIO
ABMIAETCA TO, YTO NOBbILIEHHbIA PUCK Pa3BUTUSA 1ENKO30B,
NpenMyLLecTBEHHO B AeTCKOM BO3pacTe, KOMMEHCUpyeTcs
HU3KUM PUCKOM (DOPMUPOBAHUS CONMIHbLIX ONYXO0ei, co-
XpaHALWMMCS BO B3POC/IOM BO3pacTe. Tak, MeXayHapos-
HOe eBpOneincKoe uccnefoBaHne He BbISIBUAO HU OAHOMO
naumeHTa ¢ cuHApPoMoM JlayHa 13 6onee yem 6 Tbic. 60/b-
HbrX C HeipobnacTomoin [25].

Pe3ynbTaTbl Hallero NccneioBaHns CornacyTes C faH-
HbIMMW Apyrux aBTopoB. 3 8cnyyaes 3H y geteit ¢ cuHapo-
mMoM [layHa y 6 nauMeHTOB AMarHoCTMPOBAH OCTPbI Nei-
K03, Npv 3TOM B 50% cny4aeB 6bla1 A1arHOCTUPOBAH OCTPbIi
MerakapuoumnTapHblil neliko3. Hanbonbwnin OP oTMeuveH
anga OMJ1, npu 3aTOoM y Bcex nauneHTos ¢ OMJ1 Bo3pacT Ha
MOMEHT NOCTaHOBKYM AnarHo3a 6b11 MeHbLLe 5 neT.

HeipodmnbpomaTtos | Ttuna (60ne3Hb PeknuHrayse-
Ha) — OTHOCMTE/IbHO YacToe reHeTu4yeckoe 3aboneBaHue
C ayTOCOMHO-A0MMWUHAHTbIM TUNOM Hac/neA0BaHuUs, B OCHOBE
KOTOPOro nexuT myTtauus reHa NF1. lnarHos B 601bLUUH-
CTBE CNyYaeB YCTaHaB/MBAETCA KMHWYECKM C UCMOMb30-
BaHMeM cneunanbHO pas3paboTaHHbIX [AMArHOCTUYECKMUX
KpuTepues [26]. YacToTa BCTpeyaemocTn 3H y 60MbHbIX
C HeliponbpomMaTo30M | TMNA pa3nnyaeTcs B 3aBUCUMOCTM
OT METOAMKMN cbopa UH(opMaLMK U BKIKOYEHUS B UCCe-
[oBaHMe 60MbHbIX C aCTPOLUTOMAMM 3pPUTESIbHbIX HEPBOB.
B paboTax, aHanM3upyowWwmx nayMeHToB ¢ Helipodunbpo-
mMato3oM | Tuna No faHHbIM FOCMNUTaNbHbIX PErncTpoB,
yactota 3H moxeTt gocTuratb 18% [27]. HanpoTus, Mexay-
HapoAHoe mnccnefoBaHne Nokasano, YTo YacToTa pa3BuUTuUs
onyxoneit LLHC (3a UCKOYEHNEM acTpPOLUTOM 3pUTESb-
HbIX HEPBOB) U 3KCTpakpaHuanbHbIX 3H (3a UCKNOUYeHNEM
Heinpothnbpom) He npesbiwaeT 2,0% u 4,9% COOTBETCTBEH-
HO [28]. Mexay Tem NpW NPOBeLEHUN BU3YaNU3NPYIOLLMX
MeTOJOB WCCMef0BaHMS 4YUCNO0 MNaLMeHTOB, WMEKLWUX
acTpOUUTOMbI 3PUTENbHLIX HEPBOB, MOXET COCTaBMATH
15% [29]. KpynHoe nonynsunoHHOe uccnefoBaHme, npo-
BeAeHHoe B AnoHuu, BbigBuno 56 (0,21%) cnyuyaes 3H
(BK/KOYAA TNMOMbI 3pUTE/IbHBIX HEPBOB), acCcOLMUPOBaH-
HbIX C HeillpothnbpomaTo3om | Tuna, u3 6onee yem 26 Thic.
petein co 3H [30]. Hanbonee yacTbie 0Nyxonu, 3a UCK/OYe-
HUeM Heilpothnbpom, y NaLneHTOB C HelpopbpomMaTo3om
I Tuna —onyxonu LLHC 1 capkoMbl MSArKMX TKaHei [27, 30,
31]. Onyxonn LLHC moryT nopaxaTtb pa3finiHble OTAesbl
r0/IOBHOIO M CMWUHHOIO MO3ra, OfHaKo Hambonee M3Ni0-
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61eHHON nokanu3auueli ABNSETCA BOBIEYEHME 3pUTENbHbIX
HepBoB. B cTpyKType 3a601eBaeMOCTN CaPKOMaMM MSATKUX
TKaHell NpeBaNMPYIOT 3/10Ka4YeCTBEHHbIE 0nNyxonu 060so-
YyeK nepudepuyecKnx HepBoB 1 pabaoMmocapKoma.

YacToTa BCTpeyaemocTu HelipogubpomaTosa | Tuna
y fgetein co 3H B MO (8/1173, 0,68%) 6blna conocTaBm-
Ma C pesy/nbTaTamu UcCnefoBaHWii 3apyOeXXHbIX aBTOPOB.
Tem He MeHee M3BeCTHble TPYAHOCTU cbopa UH(opMaLmm
0 nauueHTax ¢ onyxonsmu LLHC, o6ycnoeneHHble TeM, 4TO
pag 60MbHbLIX NOMYYaeT fieveHre TONbKO B CNeLmanu3npo-
BaHHbIX HEMPOXMPYPrnuYeckUx craumoHapax U He nona-
[laeT B nose 3peHns 4eTCKMX OHKOM0roB, MOrM NPUBECTM
K Hefoy4eTy 4yacTu cnyyaeB HeipornbpomaTosa | Tuna ns-
3a OTCYTCTBUA MH(hOPMALUK O CONYTCTBYIOLLEN NaToNorum
y 60/1bHbIX. BMeCTe ¢ TeM Halle uccnefoBaHue NoaTBepau-
Nno accoumaumio Helipothmbpomartosa | TmMna ¢ pasBUTUEM
onyxonein LLHC n capkom msArkmx TkaHeidr. OP pa3BuTus
Bcex BnaoB 3H, onyxonein LLHC 1 capkom MATKUX TKaHei
y 60/bHbIX C JaHHbIM CUHAPOMOM cocTasun 20,5, 62,5 n 150
COOTBETCTBEHHO. B nccnefoBaHnm aHrnninckux asTopos OP
6b11 paBeH 16,3, 46,5, n 53,8 [8].

VIHTepecHbIM pe3ynbTaTOM HACTOSLLEro uccnefoBa-
HWS ABUNOCH BbIIBNIEHWE 4 ClyvaeB cUHApoMa HuiimereH,
accouMmpoBaHHbIX ¢ pa3sutmem 3H. [aHHblA CUHAPOM,
onucaHHbll B 1981 r., XapakTepuayeTca TpMagoin CMMNTo-
MOB: MMMYHOZE(UUNT, MUKpouedanus U XpPOMOCOMHas
HecTabunbHoCTb [32, 33]. Tun HacnegoBaHUS —ayTOCOMHO-
peLeccuBHbI. B 0OCHOBe 3ab60/neBaHUS NEXUT MyTauus
B reHe NBS1, kogmpytowem 6e10K HU6PWH, y4acTBYOLLMWIA
B penapaymm Ae30KCMpPUB0HYKNenHoBol kucnotol (AHK).
To4YHas pacnpoCcTpPaHeHHOCTb CMHAPOMA B NONYNALMM B Ha-
CTOfILLlee BPeMS HEM3BECTHA, YTO He NO3BOAUIO HaM pac-
cumTatbh OP pa3suTua 3H. JaHHble MeXAYHapPOAHOrO peru-
cTpa 60/bHbIX C CUHAPOMOM HulimereH, ony6nnKoBaHHble
B 2000 r., CBMAETENbCTBYIOT O YETKOWN NpeapacnofioKeHHO-
CTW K pa3BuTuio 3H, ABNAIOLNXCA HapaLy C MHEKLUAMM
Hanbo/iee YacToW NPUYMHON CMepTH 60MbHLIX. M3 55 nayu-
€HTOB, BK/IHOYEHHbIX B perncTp, 3H passunucs y 22 (40%)
[32]. Bo3pacT Ha MOMeHT gnarHo3a 3H BapbupoBan oT 140
22 net. Hanbonee yacTbiMm BUgamm 3H cny>xunm numgombl
(16/22, 72,7%), NnpeMMyLLECTBEHHO B-KneTouHble, K pej-
KUM Brgam 3H oTHOCUIMCh Neliko3sbl, pabgoMmocapkomMa u
onyxonn LIHC. B Hawem nccnegosaHmmn y 2 (50,0%) 601b-
HbIX pa3Bunacb B-knetouyHas numdgoma, no 1(25,5%) cny-
Yyaro npuwwiock Ha OJ1/1 1 OMJI.

MonyyeHHass B HacTOALWEM MUCCNefOBaHWM 4acToTa
reHeTUYeCcKMX CWMHAPOMOB, acCOUMMPOBaHHbIX C pa3Bu-
TMem 3H, NoO-BUAMMOMY, HECKOJSIbKO HUXe peasbHO Cy-
LLLeCTBYIOLLMX BeNUYMH. C O4HON CTOPOHbLI, Ha 3TO MOI/K
NnoBAUATbL 0CO6EHHOCTM cbopa MH(opMaunmn Ha nonyns-
LLMOHHOM YpOBHE, C ApYroil —HegocTaTouHas noAroToBKa
Bpayeii-nefmaTpoB N AEeTCKMUX OHKO/IOMOB B 061aCTN reHe-
TUKW, 3aTPYAHAOLLAsA BblBNEHNE YKa3aHHbIX CUHAPOMOB.

CBOEBPEMEHHOE BbISIBNEHNE TEHETUYECKUX CUHAPO-
MOB, KaK Y 3[0pOBbIX feTeld, TaK U y feTeli C y>Xe pa3BuB-
wemcs 3H, sBNSeTCA Ype3BblUaliHO BaXHbIM MO HECKO/Ib-
KUM npuynHam. lMpexae BCero, 4as MHOTUX FeHeTUYECKNX

NEYEHWNE,

CONPOBOAWTENBbHAA TEPANUA

CUHAPOMOB  pa3paboTaHbl 3PQeKTUBHbIE MPOrpamMmbl
CKPUHUHra c Uenblo BbisiBNeHUs 3H Ha 6Gonee paHHUX
ctagusx. MpuMepaMu MOryT CAYyXWUTb NPOBeAEHUE Y/ib-
TPa3BYKOBOI0 CKPWHWHIa MauueHTam € CUHApOMamM,
npegpacnonaralolinumm K pasBuTUIO HeppobdnacToMmsl,
TaKUMW KakK WM30/IMPOBaHHAaA remurunepTpous, CUH-
apom beksuta—BugemaHa, WAGR cuHgpom [34] n pery-
NAPHbIE OCMOTPbI O(PTaNbMONOIOM AeTel, UMEIOLLUX Ce-
MeliHbIA aHamMHe3 No peTuHobnactome [5]. Tem He MeHee
BNepBble 0 HAMYMNUN FEHeTUYECKOro CMHAPOMa Y pebeHkKa
yalle BCEro 3agyMblBaeTca AeTCKWUA BPay-OHKONOI Yxe
nocne passuTus y 6onbHoro 3H.

Kpome TOro, Hannume reHeTUYECKOro CUHApOMA
y 6onbHOro co 3H MOXeT, C OAHON CTOPOHbI, OKa3bl-
BaTb CYLLECTBEHHOE B/WSHME Ha MPOrHO3 3aboseBaHus,
a ¢ Apyroin —npegonpefenstb BbIOOP nNporpaMmMbl NpoTU-
BOOMYXO0NEBOI Tepanuu, NOCKO/bKY A5 MHOTUX 3a60neBa-
HWi1 pa3paboTaHbl cnelnanbHble NPOTOKONbI leYeHuns (Ha-
npvumep, OMJ1 npu cuHgpome JayHa, IMM¢p oMbl y 60bHbIX
c aethektamm penapaunn AHK) [35].

OfVH 13 BaXKHbIX acreKToB BeAeHUs MaLWeHTOB C re-
HETUYECKMMW CUHAPOMaMM — BO3MOXHOCTb pPa3BUTUSA
NepBUYHO-MHOXECTBEHHbLIX W BTOPbIX 3/10KaYeCTBEHHbIX
onyxoneii (B30). MoBblILWeHHbIR puck pa3suTtus B30 onu-
CaH Npy¥ MHOTUX CMHApomax. Hanpumep, nokasaHo, 4To
nauueHTbl C HacneACTBEHHOW PeTMHOONACTOMON WMMELOT
OrPOMHbI pucK pa3suTnsa B30, cyLLecTBEHHO NpeBbILLato-
wuin (B 19 pa3) puck ansa obLiein nonynsaunum n naymeHToB
C HeHacneaCcTBEHHOW hopmoii [36].

Kpome Toro, npu psge reHeTM4ecKux CUHAPOMOB BO3-
MOXHO 60nee 4acToe pa3BUTUE TAXKENbIX OTAANEHHbIX NO-
CNeACTBUI NMPOTUBOOMYXONEBOM Tepanuu, CBA3aHHOE Kak
C MNOBbILWEHHOW YYBCTBUTENILHOCTHIO K OMpPefeneHHbIM
rpynnam xvMuonpenapaTos v Sly4eBoOl Tepanmm, Tak U Cyxe
MMEeLMMNCA HA MOMEHT NOCTaHOBKK AnarHosa 3H 3a6o-
NeBaHUSAMM OTAE/bHbIX OPraHoOB 1 CUCTEM OpraHu3ma. Tak,
MoKasaHa YacTas BCTpe4aemMoCTb 3aCTOWHOW cepeyYHO He-
[0CTaTOYHOCTM Y 60/bHBLIX C cMHAPOMOM [LayHa n OMJI,
nofyyaBLLMX Tepanuio aHTpauuKInHaMy B CBS3W C Hanu-
YyneM y 3HaUMTeNbHOM YacTh NaLUeHTOB BPOXAEHHOIO NO-
poka cepaua [22]. KymynaTuBHas 3a60/1eBaeMOCTb TEpMU-
HanbHOW XPOHWYECKO NOYEYHOIN HeJoCTaTOYHOCTbIO K 20
rogam HabnogeHus npu HepobnacTome cocTaBnseT 74%
y 60MbHbIX C CMHAPOMOM [leHnc—Apaw 1 36% Yy 601bHbIX
c WAGR cuHgpomom npoTtus 0,6% y nauneHToB, He UMEK-
LW MX yKa3aHHbIX 3a6oneBaHunii [37].

Ona ynydweHnsa BbifiBNeHUA ceMeliHbiXx ¢opMm 3H
Ype3BblYaNHO BaXKHbIM ABASETCH TWATENbHO CO6paHHbIN
CeMEeNMHbIA aHaMHe3, BKAOYaoWMiA MHpopmayuo 060
Bcex cnyyasax 3H B 3 npeALUecTBYOLWNX MOKONEHNUAX C 065-
3aTeflbHbIM yKa3aHWeM BO3pacTa Ha MOMEHT MOCTaHOBKM
[MarHo3sa u Bo3pacta CMepTu 60MbHbIX, & TaKXe faHHbIX 00
3THMYECKOM MPOUCXOXKAEHUN N BO3MOXHbIX 6/M3KOPOA-
CTBEHHbIX 6pakax [38]. OgHOI 13 Mep, KOTOpas, MO HalleMy
MHEHWIO, MO3BOMUT YNYULINTb BbISBMEHUE TEHETUYECKMX
CUHAPOMOB Y fieTei co 3H, cTaHeT aKTUBHOe BK/OYEHUE
K/IMHWYECKOTO FeHeTuKa B My/NbTUAUCLUMANHAPHYIO KO-
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