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uMdrHecKon coMaTnyecKkom NaTonormen.

3. OCHOBHbIMY MPUYMHAMU MHBANMAHOCTY SBAAOTCA U30MN-
poBaHHble LiepebpalbHble HapyLIEHNs 1 B COYETaHUM C PeTU-
HonmaTuen HeJOHOLLEHHbIX (37%).

4. MnasHenLwen 3agadven peaHnMaLlMoHHOM MOMOLLM Hedo-
HOLLEHHbIM OEeTaM ABNAETCHA YCMELLUHOe BbIXaXnBaHue AeTen
C 9KCTpeMasibHO HU3KOW MacCow Tena Npu pOXXAeHUn ¢ obecne-
YEeHMEeM He TONMbKO MX BbDKMBaHWSA, HO 1 06ecneveHns yaoBneT-
BOPUTENBHOIO Ka4eCTBa XXM3HW, OTCYTCTBMA MHBANMOHOCTU.
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OpUTPOLMTO3bl  XapaKTEPUIYIOTCA YBENUYEHHbIM KOMu4e-
CTBOM 3pUTPOLIMTOB B €AMHULE 0ObemMa Kposu. B nuteparype
OMMCaHO HECKOMbKO KIMHWUYECKN OTNnYaloLmxca oopM 3pu-
TpounTosa. BeloenstoT aputTpouUmnTo3bl HACNEACTBEHHbIE 1 NPU-
obpeteHHble. Cpean 3pUTPOLMUTO30B BbIAENAT abCONOTHbIE
N OTHOCUTENbHbIE 3PUTPOUMTO3bI. [1pN OTHOCUTENBHBLIX 3PU-
TPOUMTO3ax YMEHbLLIEH 0OBbEM LIMPKYNMPYIOLLIER NNasmMbl U Spu-
TPOUNTO3 SIBMAETCS OTHOCUTENBHbLIM [7, 8].

BbigenstoT HacneacTBeHHble M NPUOBPETEHHBIE 3PUTPOLUMN-
TO3bl, NEPBNYHbIE Y BTOPUYHbIE, OTHOCUTENbHbIE 1 aOCONMOTHbIE
[7]. Mpwu nepBUYHbIX abCONOTHBLIX IPUTPOLMTO3aX OTMEYaeT-
Csl yBENM4eHne abCOMOTHOMO KOMM4ecTBa SPUTPOLMTOB, HTO
MOXET ObITb CBA3aH C AeDEKTOM 3PUTPONAHBLIX KNETOK Npea-
LECTBEHHWL, UNN 1N3-3a MyTaLMKW B FreHe peLenTopa 3puTpono-
atuHa [7, 17].

[Mpyn BTOPUYHBIX 3PUTPOLIMTO3aX OTMEYAEeTCH YBeNUYeHue
LUMPKYIMPYIOLLIErO ChIBOPOTOYHOMO hakTopa 3puUTPOMnoaTMHA.
YBENN4eHne ypPOBHS CbIBOPOTOYHOIO 3PUTPOMOSTMHA MOXET
ObITb CBSI3AHO TKAHEBOW TUMMOKCUEN Ha (POHE BPOXKAEHHbIX

KPACHOB MUXAWNT BACUNIbEBUY —
npodpeccop 3aB.kadhenpor AeTCKUX 6onesHen
YyBallcKOro rocyapCTBEHHOro yHUBepcureTa
um. U. H. YnbsaHoBa

NMopoKoB passutud, BIMNC, nopokoB passuTua nodek, 3abone-
BaHWSIX MeYeHu, renatoMon. BTopuyHble SpUTPOLMTO3bI —
3TO HeHacneACTBEHHble 3PUTPOUMTO3bl M HUKAKOrO OTHOLLE-
HWA K HACNEeACTBEHHbIM 3PUTPOUMTO3aM HE UMEIKOT, HO O HUX
cnepyet 3HaTb B AMdodepeHUmansHO-AnarHOCTUHECKOM nnaHe
[6,7,13,17].

HacnencTBeHHble 3pUTPOLNTO3bI — 3TO reTeporeHHas rpymn-
na BPOXAEHHbIX COCTOAHWIM, CBA3AHHbIX C HapyLleHeM 0bbe-
Ma 3pUTPOLMTAPHOM MacChl (yBenn4ernem) Kposn. CeMeiHbln
HaCNeACTBEHHbIN 3PUTPOLMTO3 OTHOCUTCHA K pedkoi rpymnne
HaCneAcTBEHHbIX 3aboneBaHnin. OH PeErncTPMpPyEeTCs C pasnuny-
HOW 4YacToToM B pasnun4yHbix ctpaHax (PuHnaHamsa, CLUA, Poc-
cust). HacneacTBeHHble SpUTPOLIMTO3bI MPeacTaBnsioT cobon
pasnu4Hyto No natoreHedy rpynny [1, 7, 11, 12, 13, 17].

BrnepBble 3puUTPOLMUTO3 OMMCaH Yy 4YIEHOB OAHON CeMbM
B 1908 Nichman S. [19]. B nocnepytoLem 6biv 06Hapy>KeHsbl
y OEeTen 1 B3POCHbIX B OTAEMbHbLIX CEMbSIX Y MWL pPa3HOM Ha-
LIMOHaNbHOCTA 1 B pa3HbIxX CTpaHax. 3aboneBaHne BbISBNAETCS
NpPevMyLLECTBEHHO B OETCKOM U IOHOLLECKOM Bo3pacTte. B mu-
POBOW NUTEpPaType ONMcaHo HEBOMbLLOE YUCO CyYaes 3Toro
3abonesaHud [19, 20, 22].

BbligensatoT sputpoumTosd ¢ ayTOCOMHO-AOMUHAHTHBIM TUMOM
nepefa4y 1M ayTOCOMHO-pPeLeCcCUBHbIM TUMOM Mepepaqu [6].
Hanbonee 4acto perncTpupyeTcs CeMeiHbIi HaCneaCTBEHHbIN
apuTpoumTtos (CH3) ¢ ayTOCOMHO-AOMMHAHTHbLIM TUMOM Nepe-
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gayn [22]. MpuymHbl, BbI3bIBaOLLME SPUTPOLMTO3 NpPY AaHHOM
naTonornm, obycnoBneHbl HaIMYMeM aHOManbHOro remornobu-
Ha C yBENMYeHHbIM CPOACTBOM K KMCNopody. OTO MPOUCXOANT
B pe3ynbTaTte 3aMeHbl HEKOTOPbIX aMMHOKMCIOT B anbda- 1 beta-
Lenax remornobuHa. [pyrum BapraHToM apuTpoLmnTosa ¢ ayTo-
COMHO-AOMVHaHTHbIM TUMOM Mepefaqn ABAAETCA 3pUTPOLIMTOS,
pasBMBalOLLMACA B pesynbTate HapyLUeHHOro metabonvama
2,3 gudocdornuuepara m3-3a HacneaCTBEHHOro Aeduumta
6udpocornmuepomyTassl. Mpu gecdounumte 2,3 andocdornu-
Lepara NpoucxoauT yBenuyeHne CpoacTea reMornobmHa K Kuc-
nopogy. l'eH, KoHTponupyoLLMii BudocdornunuepomyTaay, Obin
KapTMpoBaH Ha xpomocome 7q22-q34 [2, 3, 4, 21].

Hanbonee xopowo onucaHa ayTOMOMHO-AOMHVHAHTHas
nepBMYHaa CEeMENHO-BPOXAEHHas NnonuuMTeMuUsi,  Kotopas
perncTprpoBanacek B OAHOM ceMbe B OUHAAHAMM B MATU MO-
koneHunsx. Y Bcex 60MbHbIX B (DUHCKOM Cembe Obina BbiBNeHa
To4koBasi 3ameHa G Ha A B Hykneotuae 6002 B ogHOM annene
reHa EPOR [21].

Opyras cdhopma cemMenHoro HacneacTBeHHOro 3pUTPOLMTO-
3a — 3T0 C ayTOCOMHO-PELIECCMBHBIM TUMOM Mepeadn. 370
3aboneBaHne, xapakTepuayloLleecs JpUTPOLIMTO30M, HOP-
MasnbHbIM KONMYECTBOM NEMKOLMTOB U TPOMOOLMTOB, YBENUYEH-
Hov npopykume sputponoatnHa (OMIM 263400) BcTpevaeTcs
penkKo, XOTs onucaHa 1 B 3apybexHon nutepatype. 3abonesa-
HVE BbIABNAETCA MPENMYLLIECTBEHHO B OETCKOM W IOHOLLECKOM
Bogdpacte. Cny4an BPOXAEHHOW NOAULMTEMUKM C ayTOCOMHO-
peLecCrBHbIM TUMOM HaCcneaoBaHVa PedKM 1 BCTPEYanTCa Kak
npaBunno cnopagnyeckn. B MvpoBoi nutepatype onmcaHo He-
6onbLIOe Y1CNo cnyyaeB 3Toro 3abonesaHuns [10, 11, 19, 20,
13, 23, 24]. BoigsBneHa gaHHas natonorusa y vysallei, mapum-
LieB, MOPAOBWH. Y nnL APYrMX HaUMOHaNbHOCTEN Takom oopMbl
He BbIABMEHO. Y NUL YyBaLLUCKOW HaLMOHaIbHOCTU CEMEWHbIN
HacneaCTBEHHbI 3PUTPOLIMTO3 MMEET CBOWM OCOOEHHOCTU.
OnucaHa pgaHHas dopma 1 cpean getent CLUA, reHetunyeckme
KOPHW KOTOPbIX MMEIOT OTHOLLIEHME K HyBaLLICKON HaLMOHaNbHO-
ctn (npueaxune 13 Yyesawwmmn) [10, 12, 13, 15, 20, 25, 26].

B oKCneaMuMOHHbIX  MCCNedoBaHWsiX,  NPOBEeOEeHHbIX
J1. N. Monsakoson B 1974 r., B nocneaytoulem . 1. [Nasnoson,
M. B. KpacHosbiM, B. M. KpacHoBbIM 1 Op. B CEBEPO-BOCTOM-
HbIX paioHax YyBalumm 6binmn 06HAPY>KeHbI CllyYam 3puUTpoum-
TO3a, HOCUBLLNE CeMelHbI xapakTep [10-16].

KnuHunka aTux cny4aeB He cCoBMafana HU C OQHOW W3 n3-
BECTHbIX HO30/10rMYeCKNX OOPM, A58 KOTOPbIX ObINN N3BECTHbI
MyTaLunn B reHax, npueopsLLme K 3abonesaHuio. B cBA3M ¢ aTum
ObIM NPeanpPUHATbLI KMTMHUYECKME N TEHETUYECKME NCCEefOoBa-
Huns. [Janee ceMelnHbln HaCNeaCTBEHHbIN dpPUTPOLMTO3 Y AeTen
1 B3pocnbix B Hysawuu ndydanu . . MNasnosa, M. B. Kpac-
HoB, H. K. Edwumosa, H. H.BaccepmaH, H. C. CmeTaHuHa,
tO. H. Tokapes, A. B. Monsakos, C. M. Teepckas, B. M. KpacHos.

KnuHunyeckas kapTvHa npu AaHHoOM dopme 3abonesaHuns
HaNOMWMHAET KAMHUYECKYID KapTWHY CeMelrHon A[obpokaye-
cTBeHHo nonuumntemmm (OMIM 263400). Mpn 3ToM OHa He 00y-
CNoBfieHa BbICOKMM CPOACTBOM reMOrnobmnHa K KUCNOPOAY, Unn
yMeHblUeHeM 2,3 andpocdornvuepara B sputpoumTax. Idpu-
TPOUMTO3 B 4yBALLCKMX CEMbAX ABNAETCA SHAEMNYECKON dop-
MOV OMUCaHHbIX CEMENHO-HACNeACTBEHHbIX 3PUTPOLMTO30B.

KapTupoBaHve, naeHTudmkauma n nccnefoBaHne reHos,
OTBETCTBEHHbIX 32 BO3HWKHOBEHVE HaCNenCcTBeHHbIX 3ab0-
NeBaHNM, ABASIOTCSH OOHWM U3 BaKHbIX WCTOYHWMKOB 3HaHWI
O (PYHKLUMOHNPOBaHNM OpraHMamMa YenoBeka. 3HaHue reHa
1 ero nokanmaauun, Kpome Toro, Aenaer BO3MOXKHbBIM MPsSMYtO
1 kocBeHHyto OHK-grnarHoctnky 6onesnu. MNpun 3ToOM CTaHOBUT-
€Sl BO3MOXHbIM NMpoBefeHve anddepeHumnanbHoi anarHocTu-
KW CXOOHbIX KNMHMYECKMX 3ab0neBaHni, a Takke npenckasa-
HWEe PasBUTMA ONpPeaeneHHoM NaTonormm Ao MNOSBAEHUA Ku-

HUYECKMX MPU3HAKOB, B TOM YUCMe Yy nnofa, T. €. nposeaeHne
[OOPOAOBOM AMArHOCTUKK. Takke MOXHO paspabotatb afek-
BaTHyIO Tepanuio Ha OCHOBE 3HaHWA 3TMonorun 3abonesaHvs,
B TOM 4uCne reHorepanunio. [Jo HaCTOALLEro BPeMeHn HeT Ac-
HOro NPeAcTaBIeHNs O perynaLmMm NPoLEeCcCOB KPOBETBOPEHNS,
B 4aCTHOCTU, 3puUTpOnoa3a. MccneposaHne reHos, MPUBOLA-
LLMX K HACNeACTBEHHbIM 3PUTPOLMUTO3aM, MOXET MOMO4Yb MO-
HATb KMOYeBble 3Tanbl 3TOro npouecca [3, 4, 5, 9, 10, 14, 23,
24, 25, 26].

MyTauma, npuBoaaLLas K pasBUTUIO SpUTPOLIMTO3a Y YyBa-
Lwewn, BbigBneHa B reHe VHL, koTopbIi sBNSeTCs reHoM-cyrnpec-
COpPOM OMnyxoneBoro pocta. Mpu MyTaumax B HEM Yy OOMbHbIX
¢ cuHpgpomom VHL passusatotcs onyxonu. OgHako, Hn y 60mb-
HbIX 3PUTPOLMTO30M (FOMO3UIOTHBIX HOCUTENEN MyTauuun), HU
Yy UX POACTBEHHWMKOB METEPO3UTOTHBIX HOCUTENEN OMyxonu He
OBHapyxeHbl. BO3MOXHO, y HWX MPUCYTCTBYET U3MEHEHWe
B APYrOM reHe, ABAALUMMCH MOAMMUKATOPOM, KOTOPOE He
MO3BOMAET Pas3BUTLCS ONyXonaM. MaeHTudumKauma 3Toro reHa
MOXXET MOMOYb B MOHMMaHWUM Npouecca onyxoneobpasoBaHus,
a Takke B padpaboTke reHoTepanuu paaa onyxonem.

H. H. BaccepmaHomMm npoBefeHbl nccrnenosaHmsa reHa. beinu
MCMonb3oBaHbl 06pasLpl OT 42 60MbHbIX M 39 MX 300POBbLIX
POLOCTBEHHMKOB U3 22 CeMeil. Takxe MCMNonb3oBaHbl 06pasLibl
OHK wyBaluen, mapuinues, yamypTos, 6alLkmp, npeaocTaBneH-
Hble nabopatopueit reHeTuveckor anvaemuonorum 'Y MIrHL
PAMH, o6pasupl AHK 4yBalen 13 naboparopum Monekynsap-
HOW reHeTUKN YenoBeka YhUMCKOro Hay4YHOro LieHTpa WHCTU-
TyTa 6roxummnn 1 reHetnkn PAH, 1 obpasupel JHK pycckmx 13
6aHka nabopatopun OHK-gnarHoctukm 'Y MIMHL PAMH. Eto
onpepeneHbl NONynAUMOHHbIE YacTotbl MyTaummn Arg200Trp
B reHe VHL, npvBogsaLien K pasBuTMIO ayTOCOMHO-PeLECCHB-
HOMo 3PUTPOLMTO3a, Cpeamn vysallern n Haponos Bonro-Ypans-
ckoro pervoHa. OnpefeneH BO3PACT 3TOM MyTaumm y HyBaLlei.
YcTaHoBneHa nonynaumMoHHaa Yactota HOCUTeNbCTBa MyTaumnm
cpean Haponos Bonro-Ypanbckoro pervoHa: Yysallen, Mapuin-
LeB, YAMYPTOB 1 BaLlKmp.

[MokazaHo cuenfeHve Jnokyca ayTOCOMHO-PeLeCcCUBHOMO
apuTpoumnToda ¢ xpomocomon 11g23. lNokazaHa 3asucumMad
cerperaumst XpoOMOCOMHbIX TOKycoB 3p25, HecyLlero reH VHL,
1n 11923 B cembdAx co cnyvaamm 3abonesaHus. B paiioHe 11923,
BEPOATHO, Hann4me MoanULMPYIOLLIEro hakTopa, OTBETCTBEH-
HOro 3a pas3Hoe TeyeHne 3aboneBaHVsa 1 OTCYTCTBME Onyxonem
y HOCUTEnen Mytaumm.

Y4nTbiBasa BbllLeCKa3aHHOe U pesynbTaTbl HalLWX npenblay-
LLMX UCCrneaoBaHuii B JaHHOM paboTe, Mbl MOCTaBUNN Cneayio-
Lne 3afjaqu:

1. N3y4yunTb anuaemmonormuio CH3.

2. lNogcynTatb CpenHerofoBoV nokagartefls pacnpocTpa-
HeHHocTn CHO y yyBalLCKux aeTei.

3. VI3y4mnTb aTHO-TeppUTOpUansHHble ocobeHHocTn CHO.

4. N3y4nTb KAMHUKO-NATOreHeTn4eckme 0oCobeHHOCTH, CO-
umanbHble acnekTbl, paspaboTare KpUTepun TskecTn 3abone-
BaHMS.

5. VI3y4nTb COCTOSAHNE MUKPOLIMPKYNATOPHOrO pycna.

6. lpoBeCcTn KapTUpoBaHMe fIoKyca ayTOCOMHO-peLeccuB-
HOro apUTPOLMTO3a Ha BbIGOPKE cemeit ¢ 6onbHbIMM 13 YyBa-
LN,

7. Onpenenute NONYNAUMOHHYIO YacToty myTaumm Arg 200-
Trp B reHe VHL, pacnonoxeHHOM B nokyce 3p25, cpean vysa-
wern n 6nn3Knx UM HapoaHOCTEN.

8. Pagpaborarb ahheKTUBHYIO CUCTEMY perncrpaumm yka-
3aHHOW MyTaumMW, NPUIOOHYIO AN NPoBeAeHUa NnonynsuMoHHO-
ro CKPUHWHra.

9. Pagpabotare HoBble Moaxodbl K Tepanun CHO y peten
C 9pUTPOLMTO30M, anpobmnpoBaTb 3Hananpwus, no3aptaH 1 nx
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aHanoru, npenaparsl, yny4yLatoLlme peonormyeckmne CBoncTea
KPOBW ANS NIe4eHNst HAaCNeACTBEHHOIO 3pUTPOLMTO3a.

Pesynbtatbl uccnepoBaHusa: Mol n3ydann pacnpocTpa-
HeHHocTe CHO cpean peteit Ha Tepputopumn Yysalumnm. Beibop-
Ky MepBUYHYIO Aenany Npu aKCneanLUMOHHbIX 06CNenoBaHnsXx,
panee npurnawanu 60neHbIX, Nogo3puTensHbIx Ha CH3, B no-
nvknuHvky Y3 PKOB M3 CP 4P v Tam nposogmnu ob6cnepo-
BaHve. [pn yTOYHEHUW AmMarHosa rocnuTanna3upoBann geTein
1 MPOBOAMAM MOMHOE KNNHKKO-NabopartopHoe obcnefoBaHve
C MCCnefoBaHrem BCex MapaMeTpoB KPACHOW KPOBW, YPOBEHb
NEeNKOUMTOB 1 TpOMOOLMTOB. BCcem 6onbHbIM NpOBOAWIN CTep-
HanbHY MYyHKUMIO 1 TPenaHobmoncuio, ONpeaensanmn remaro-
KPWT, CBEPTbIBAEMOCTb, ANUTENBHOCTb KPOBOTEYEHWS, BA3KOCTb
KpPOBUW Ha BUCKO3MMeTPe VK1, KanunngpocKonuio - Ang yTo4He-
HWMS reMoAMHaMUKN,

Mpu TwartensHoM 06cnefoBaHnn HU Yy ORHOIO BONBHOIO Mbl
He BbISBUN BPOXKAEHHbIX MOPOKOB, NErO4HbIX Y MOYE4YHbIX 3a-
6onesBaHWii.

Mpy aHanuse KNMHVKK 3ab0neBaHWA Mbl YYUTbIBAIM Ha-
V4Me CUMMTOMOB, OOYCMOBAEHHbIX MOBbLILIEHHOW BA3KOCTHIO
KPOBW: YMOPHbIE TOMOBHblE OOMKM, YTOMAAEMOCTb, CHUKEHUE
KOHLEHTPaumM BHWMaHWSA, YCBOEHWH, OAbILIKA, KapAananrus,
60n1 B XXMBOTE, HOCOBbIE KPOBOTEYEHNS, 6OV B HOrax npu dou-
3M4ECKON Harpyake, HapyLUeHne 3peHns, napecTe3nn 1 ap.

Ona Bblgenenns reHomHon [OHK 13 nerkounTtoB nepudpe-
PUYECKON KPOBM MCMOMb30BanM rOTOBbI HaboOp pPeakTMBOB
DIAtom™ DNA Prep100(«IsogeneLab. Ltd.», Poccust) no npoto-
kony npoussoamnTens. OUeHKy cLenneHus nokyca 3abonesaHms
¢ nonumopdHbiMm [JHK-Mapkepamy NpoBOANAM HA OCHOBaHUM
CTaTUCTUYECKOro aHanusa cerperaumm 3abonesaHnsi B CEMbe
C annensaMM MapkepoB, WCMOMb3ys METOA MaKCUManbHOro
npasgononobusa [Ott, 1991]. [BYXNOKyCHbIV aHanm3 cuenne-
HWSA ocyLLecTBNanca ¢ nomoldbto nporpammel MLINK, Bxoas-
wern B naker nporpamm «LINKAGE», Bepcuda 5.1. 3HadveHve
4acToTbl pekombuHaumn 6, KOTOPOMY COOTBETCTBOBANO Mak-
cumansbHoe 3HadveHune LOD-6anna, BbIMUCNANOCH C MOMOLLBIO
nporpammbl MLINK. 3a obnacTtb UCKMOYeHUs npuHUManach
obnacTtb, npunexawias k OHK-mapkepy, BHYTPW KOTOPOW 3Ha-
4yeHua LOD-6anna 6bino MeHblLe unin pasHo -2. [Ang onpegene-
Hua Bo3pacTta MyTtaummn Arg200Trp B reHe VHL ncnons3osanca
noaxof, OCHOBAaHHBIA Ha MOHATUM «FEHEeTUYeCKMX 4acoB» [La-
buda et al., 1997] n oueHMBaOLINA KONNYECTBO MOKOMEHUIA
g C MOMeHTa NOsSBMAEHMSA MyTaummn B NONyNALUMM O HACTOALLEro
BPEMEHMN, NCXOAS N3 U3MEHEHWST HEPaBHOBECUS MO CLIEMNEHUIO
NOAMMOPMHbBIX MAPKEPOB C NTOKYCOM 3ab0neBaHns 3a 3ToT ne-
pvoa Bpemeru Risch et al. [3, 4, 5]. Hamn onpepeneHbl Takxe
nonynaumoHHsle YyactoTel MyTaumu Arg200Trp B reHe VHL, npu-
BOOALLEA K pasdBUTUIO ayTOCOMHO-PELIECCUMBHOMO 3pUTPOLM-
TO3a cpean YyBallen n HapomnoB Bonro-Ypanbckoro pervoxHa
(BbINOnHeHa Ha obpasuax OHK nopgen nabopatopueit reHeTu-
Yyeckol anvaemuonorun 'Y MIrHL PAMH).

Hamu npu KAVHWKO-3NMAEMMONornyeckoM obcnenoBaHUn
BbIABNEHO B YyBaluckoi Pecnybnvke 39 60nbHbIX AeTel C ce-
MEeVHbIM HacneACTBEHHbIM apuTpoumnTo3oM. Cpean B3POCHbIX
B YyBawmu 3apernctpmpoBaHo 6onee 165 B3pocCnbix 6ONbHbIX
C HacnencTBEeHHbIM 3PUTPOLIMTO30M.

Bce 39 peteit HaxoaMnmnch NOA HaLLMM HabNoAEeHVEM.

Mo peaynbTatam HalumMx UCCNefoBaHW YactoTa BCTpedae-
moctn CHO coctasuna 11,8 Ha 100000 geTckoro Hacenexus,
y OeBOYek 3aboneBaHve pernctpupyetca B 1,6 pasa. Npu aHa-
M3e CPEeAHEerofoBOro nokasarens pacnpoCTPaHeHHOCTU Mo-
kazatenu 6binn cnegytowmmm: 1991 r. — 7,0, 1992 r. — 4,3,
1993 r. — 6,2, 1994 . — 8,9, 1995 . — 11,6, 1996 r. — 12,3,
1997 r.—11,4,1998 r. — 11,4,1999 r. — 12,2, 2000 r. — 13,7,
2001 r. — 18,7, 2002 r. — 18,0, 2004 r. — 19,6, 2005 — 18,6

J\Mﬂ

Ha 100000 getckoro HaceneHusi. PacnpocTtpaHeHHocTs CHO
cpeav Yvysatlen coctaBuna 1:4450 4enosek.

Mbl npoaHannanpoBanu Nctopumn 6one3Hn B3pocbix 60mb-
HbIX, HaxOAMBLUMXCA Ha ctaumoHapHom nedeHun B PKE Neil.
[Mpy 9TOM BbISBNEHO, YTO Y HWUX OTMEYanuChb PasnnyHble COCy-
LOVCTbIE OCNOXXHEHMS: TPOMO03 Me3eHTepuanbHbIx cocyaos (5),
TpoMB03 CoCcymoB rnasa (2), MHapKT Muokapaa B MOMOAOM
Bospacte (9).

113 39 6onbHbIX AeTen 24 pebeHka HaxXoAnNMCh NOA NOCTOSIH-
HbIM KOHTpPONem Bpader rematonoros Y3 «POKB M3 CP YP».

Mo TaKeCcTn AeTV pacnpenenanuch crneaylowmmMm ob6pasom:
Tskenas gpopma — 20, cpefHeTskenaa — 15, nerkas — 4.

3 39 peten B 24 cny4asx 3abonesBaHne BbISBMEHO B BO3-
pacTe 7-9 net. OT0 BO3MOXHO CBA3aHO C yBenuyeHvem du-
3MYECKNX N 3MOLMOHANbHBIX HAarpy3o0K, a TakXe TLiatenbHbIM
obcnefoBaHneM Aetert B LLIKonax.

K Tshkenon popmMe Mbl OTHOCUIW AETEel C BbIABIEHWEM 3a-
6onesaHus oo 8 net, npn RBC>6,0x1012/n, Hb>200 r/n, Ht >
55%, pesko BbIPaXXEHHOM MajrMHOBOM LUMaHO3€e, Hanvynmn re-
Mopparum, TpoMO030B.

K cpepHeTsxenor doopme OTHOCUIW: AeTel C Ha4anom 3abo-
neBaHva nocne 8 neT, BbISBMNEHHbIE CNy4anHO Npu MeJoCcMoTpe,
npWY HANNYNN HEPESKO BbIPXKEHHOMO MaMHOBOIO LMaHo3a oT-
CyTCTBUSI remopparin n Tpom60o3oB, H<55%, Hb — 170-200/n.

Hetn nony4anu perynsipHo peabunuTaumoHHY Tepanuio,
15 peteit monyyYanu nedveHve anNmM3oanyeckn. bombHble, pery-
NAPHO HabnogaemMble reMaTtofioroM, 1e4arcs B remartonormnye-
ckoM otgenerun POKBE M3 CP YP.

Mpu nabopatopHom uccneposanun y 90% peteit nmeno
MECTO CUMMMTOMbI CryLLEHUS KPOBW, KIMHUYECKME MPU3HAKM
NAETOPbI: MHTEHCKBHbIM KPACHbIN LIMaHO3 KOXM, Mo nepudepu-
4YeCcKoMy TuMy, y BCex AeTer Obina aprepuanbHas rmnoToHus,
VNHBbEKUMSA CKep 3a CHET KPOBEHAMOMHEHWS, CHUKEHME COKpa-
TUTENbHOM CNOCOBHOCTN cepaua, CHUKeHne 3ybLos Ha KT .

B kapTuHe KpoBwW sputpoumToB 6Obino 6onee 6,8+0,6
(6-9,5x1012/n). F'ematokput cocTtasun 60-92%, BA3KOCTb KPOBK
no BUCKO3NMETPY — OT 6 A0 26. CBepThbIBAEMOCTb KPOBU — MO
™My rvnepkoarynaumn. Y geter ¢ Tskenon hopmoin cemenHoro
HacnefcTBEHHOro 3pUTPOLMTO3a COCTOAHME reMocTasda Mbl pac-
cMmaTpuBann kKak xpoHudecknin OBC-cuHgpom. MNpu nadyyerHun
KoarynsauMoHHOM CUCTEMbI HAMU BbISBMIEHO BbICOKMIA TpOMOBOMNNa-
CTUHECKMIA NOTeHUMarn, MOBbILLEHWE afare3nBHO-arperauyioHHON
CMOCOBHOCTM TPOMOOLMTOB, Aenpeccus UBPUHOMUTNHECKON
aKTUMBHOCTM KPOBU, Hann4me dombpuHoreHa b.

Ha doHe mpoBeAeHHOro neveHns oTMeveHa HopManmaaums
KNMHWKO-1abopaTopHbIX AaHHbIX.

Baccepmarom H. H. B nabopatopun MIMHL PAMH onpege-
JIEHbI MONYNALMOHHbIE YacToTbl MyTaumm Arg200Trp B reHe VHL,
NPUBOAALLEN K Pa3BUTUIO ayTOCOMHO-PELECCUMBHOMO 3pUTPO-
uMTo3a, cpean vyealue. OnpegeneH BO3pacT 310V MyTaumm y
YyBalLeit. YcTaHoBIeHa NonynaLUMoHHasn Yactora HoCUTeNbCTBa
MyTaumMm cpeam dysaLlen.

[TokasaHO cuenfneHve nokyca ayTOCOMHO-PELIECCUBHOIO
aputpoumtoda ¢ xpomocomon 11923. lMokasaHa 3aBucumas
cerperaumsi XpOMOCOMHbIX NTOKycoB 3p25, Hecyuiero reH VHL,
1n 11923 B cembsax co cny4asmu 3abonesBaHns.

B paitoHe 11923, BepoATHO, Hann4me mMogndnLMpytoLLero
hakTopa, OTBETCTBEHHOrO 3a pasHoe Te4deHwe 3aboneBaHns
1 OTCYTCTBME OMyXO/en y HoCcUTenem Mytaummn.

B BbIOOpKe 4yBaLICKMX CEMEW, OTArOLLEHHbIX ayTOCOMHO-
pPEeLEeCCUBHbIM 3PUTPOLMTO30M, OBHaPYXXEHO cLenneHne 3abo-
neBaHuns ¢ nokycamu 11923 n 3p25.

Ona nokyca 3p25 makcumansHbil Lod=12,4 npu 6=0 anq
mapkepa D3S1263. Jlokyc, BO3MOXHO cogeprkaLimii Mmogudum-
LuMpytoLLnin doakTop, KapTupoBaH B o6nactu 4,8 cM Mexxay Map-
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kepamm D1154111 1 D1151356, makcumansHbii Lod=4,23 npu
6=0,05 onga mapkepa AP757/98. OnpeneneHa nonynsiynMoHHas
YyacTora HocuTtenbcTBa Mytaummn Arg200Trp B reHe VHL cpean

qyBaLlem.
AnnenbHaa 4acTtora myTtaumm pasHa 1,84%, pac4deTHas
yactora aputpoumtoza — 1:3000 4enoBek, 4TO Bblle pac-

NPOCTPaHEHHOCTW 3aboneBaHnst, ONpeaeneHHoN B XOAe KNnHU-
KO-3MMAEMNONOrNYECKMX UccneaoBaHnii (1:4450 4yenogek).

B HacTosilee Bpems natoreHeTn4eckn 060CHOBAHHbIX Me-
TopoB nederHns CH3 He cyuwlectByeT. BonbHbIM MPOBOANTCS
cuMNTOMaTM4ecKkaa Tepanusa, HanpasneHHas Ha ydaneHue
N3ObITOYHOM MacCbl 3PUTPOLMTOB, CHIDKEHME remaTokputa
1N BA3KOCTM KPOBM — KPOBOMycKkaHua ¢ Bo3melleHrem OLIK
rMIOKO30-COoNeBbIMN pacTBopamn 13 pacdeta 10-15 mn Ha Kr,
PEOMNONUIIIOKMHOM, peaMOupuHOM, renapuH 13 pacydera 100
E[l Ha kr 3a 4ac. NapannenbHO Ha3Ha4YaeTCa KCaHTMHONa Hu-
koTuHaT. JaHHasa Tepanus NPUBOAUT K CTUMYAAUMN BbIpaOOTKe
3PUTPOMNOITUHA 1 MPOrPECCUPOBaHNM 3aboneBaHns, YTo Hamm
ObI10 OTMEeYeHO Npu HabntoaeHUn 3a 3TUMKU 6ONbHBIMK.

Y4uTbiBas BO3MOXXHOCTb POV HAPYLLEHWS KMCIOPOAHO-CEH-
COPHOro CUrHanbHoro Nyt B reHese CHO xutenen CpeaHeit
Bonru, a Takxe nutepaTtypHble AaHHble O MeXaH3Me AeiCTBIS
3Hananpuna v UMHHapuanHa Hamn UCMONb30BaH B fIeHEHUN
aHananpun B gode 0,2 MI/Kr exefHeBHO W no3apTaHa B J03e
0,8 Mr/Kr exxeHEBHO, a Takxe UMHHapu3uH n3 pacyeta 1-1,5
MI/KT.

Mo gaHHbIM  nUTepatypbl, LMHHAPU3WH  MONOXWUTENBHO
BNNSET Ha MO3roBOE, NepUdepPNHecKoe, KOPOHAPHOE KPOBOO-
6patleHne, ynyyaeT MUKPOLMPKYNALMIO, NOBbILLAET CnOco6-
HOCTb 3PUTPOLMTOB K AedopMaumm, YMEHbLLIAET NOBbILLUEHHYIO
BA3KOCTb KPOBW, MOBLILLAET YCTONYMBOCTb TKAHEN K MMMOKCUN.
AHanornyHoe AencTBmne UMeIoT dHananpwi, no3apTaH.

Kypc nevenusa nposogunn B TedeHne 1,5 mec. 2-3 Kypca.
B 3 ocHOBHbIX rpynnax 6610 no 10 60MbHbIX U B KOHTPOMLHOM
rpynne 66110 10 60MbHBLIX M HAMW NOKa3aHa BO3MOXXHOCTb MC-
nonb30BaHWs aHananpuna, a Takxe no3apraHa u LMHHapusnHa
C Uenblo HopManm3aumu peonorm4eckmnx CBOMCTB kposu. [a-
pannenbHo BCe AETW BO BCEX OMbITHbLIX U KOHTPOMbHbIX Fpynnax
nosnyYanu KCaHTUHON HUKOTMHAT.

MpoBoauncs Npu 3TOM KOHTPOSb 3a yposHeM Hb, 3p, aktus-
HocTblo 2,3-A01, AnAT, ACAT, ypOBHEM MOYEBUHbI 1 KpeaTu-
HWHa a TakXke ypoBHeM aHruoteHsuHa ll, KOC. MapannensHo
Hamu 13y4anncb PEOnornyeckre CBOMCTBa KPOBMU.

icnonb3oBaHmne ykasaHHbIX MpenapaToB OkKasblBan remaro-
KPUT CHWKaoLLMIA 3OEKT, reMaTtokpuT CHmkancs ¢ 65+5 o
45,9+4,2, BA3KOCTb KPOBW MpubAmKanacb K HOpMasbHbIM Mo-
Kazarensm.

Mpy CcpaBHWUTENBHOM aHanuM3e sHananpuna, nosapraHa
1 UMHHaPW3MHA N0 KAMHNYECKMM, nabopaTopHbIM NapameTpam
3hPEKTMBHOCTL Bblna No4TH ognHakosoi (p<0,05).

Y peteit A0 LWKOMNBHOIO U LKOMbHOrO BO3PAaCTOB HaMu 13y4va-
UCb NHTENNEKTYalbHbIE BO3MOXXHOCTU. [1p1 3TOM BbISBNEHO A0
neYyeHua goctoBepHo 6onee HU3KMe (Ha 24+5%) nokazartenu
1Q (p<0,05). deTam co CHMxXeHHbIMM nokazaTtenamn |Q HasHa-
4yanu esam, acceHumane, Apyrne HOOTPOMHblE Mpenapartbl.
Mocne ncnonb3oBanusa 3 KypcoB fieveHns nokazarenn |Q 6binu
6nM3KM K MepBOHAaYanbHbIM NoKa3aTensm.

Hamu Takke anpobupoBaHo neveHne 60bHbIX B 3aropoaHOM
LETCKOM caHaTtopun «Anbi napyc». et Haxoannncb Ha neve-
HWUK 2 pasa B rod. [eTam npoBoanncs anekTpodopes ¢ cna3mo-
NUTUHECKMMU MpenapaTtaMn Ha LWENHbIA OTAEN NO3BOHOYHUKE,
NOrnaXkmnsaloLLMM Maccax LLUENHO-BOPOTHNKOBOW 30HbI, MPUEM
3Hananpuna, pesama, NPOBOANIACH My3bIKOTEPANUA, NeYeHne
B CEHCOPHOW KoMHaTe, JIOK, 3aHaTna dunskynsTypor B cneuu-
anbHoOW rpynne, ne4yebHoe nnasaHue.

[NpoBefdeHHOe NneveHne B cTaumMoHape 1 B A€TCKOM CaHaTo-
pU1K NoKkasano BO3MOXHOCTb peabunutaumnm aetert C CEMenNHbIM
HacneACTBEHHbIM SPUTPOLMTO30M (YyHLIMTL CamMO4yBCTBUE,
YMEHbLLUWTL MNEToPbI, YYyYLNTb remMartonorn4eckme nokasare-
NN) U YMEHBLUNTB KPaTHOCTb CTaLMOHAPHOrO NeYeHus.
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