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Pesiome. Ctatbs NoCBsLLEHA aKTyaanon r|p06neMe HakKonneHna reHeTn4eckoro rpysa un co4eTaHus MOHOFEHHOW 1 XPOMOCOMHOW HaCNeaCTBEHHOM
naTtonornny ogHoro 60onbHOro. NokasaHa BaXHOCTb MeXancunnianHapHoro noaxoaa K AnarHoCTuke n ne4eHunto JaHHbIX 3ab0neBaHuUi.

KnioyeBble cnoBa: reHeTvka, XPOMOCOMHbIE 3ab60s1eBaHVsi, MOHOreHHble 60/1e3HM, HEeViPOKOXHbIV CUHAPOM (dakomaros), neamatpus,

KJIMHNYECKNV CI1y4a.

BeepeHue. HacnencreeHHble 3ab60neBaHns — 9TO
©60N1e3HN, NPUYNHON KOTOPLIX ABASIOTCHA BpeaHble MyTa-
LMW (CTOMKME KONIMYECTBEHHbIE U KA4eCTBEHHbIE HapyLLe-
HMS) B HACNEACTBEHHOM annapare KNeTokK (B rameTtax, 3u-
rote v nepsbix 6nactomepax). HacneacTeeHHbIe 6ones-
HU KNaccudrLMPYIOTCH Kak XPOMOCOMHbIE 60NE3HU, NPU-
YNHOW KOTOPbIX SIBASIOTCSH XPOMOCOMHbIE MyTauuu (abbe-
paumn), BbipaxatoLmecs B U3SMEHEHUM CTPYKTYPbl XPOMO-
COMBbI, N FEHOMHbIE MyTaLMK, BblpaxatoLLmecs B USMeHe-
HUU YMcna XpPOMOCOM. MOHOreHHble B0NE3HN, MPUYMHON
KOTOPbIX ABAAIOTCH BpeaHble MyTauun Ha YPOBHE reHa,
BblpaXaloLLmecs B 3aMeHe, BCTaBke, BbiNaLeHNN HyKeo-
TMaa unv 3KCNaHCUmM HyKNeoTUAHbIX MOBTOPOB. [NonnreH-
Hble (MynsTUdakTopuanbHbie) 60ne3HN 0OYCNOBNEHbI B3a-
MMOOENCTBNEM OOMbLUOINO YMcna reHoB (MONUreHHON
npeapacnonoXeHHOCTbIO) U BHELLHMX PaKTOPOB. XOTS 3TH
©0/1€3HN YACTO HOCAT CEMENHBIN XapakTep, OHU Hacne-
OYIOTCS CIOXHBbIM 06pa30M 1 puUCK 3aboNeBaHns y poa-
CTBEHHUKOB HXKE, YEM MPY MOHOMEHHbIX 60n1e3HsX. B Ha-
crosilee Bpems 6onee 4500 6onesHen knaccnduumpy-
€TCH KaK reHeTunyeckme 3aboneBaHust. Tonibko HebOoNbLLAsA
4aCTb U3 HMUX KAPTUPOBaHa 1 1S eLle MeHbLUEel yCTaHOB-
JIeH BUOXMMUNYECKUNI MEXaHN3M, C MOMOLLLbIO KOTOPOrO reH
OCYyLLECTBNSET CBOIO PyHKUMIO [4].

leHeTn4ecknii rpy3 NnonynsiumMm MOXHO Takxe Ha-
3BaTb «LLEHOW 3BOJIIOLMOHHOIO NOoTeHUMana», Tak kak Me-
XaHWU3Mbl, CO34aloWmMe HACNIeACTBEHHYIO N3MEHUYMBOCTb
(Takune, kak MyTaLuMm UM NOTOK FEHOB) U MOCTOSIHHO Npe-
JoxpaHsaoLwme BpeaHble reHbl 0T INMMUHaUUN, OTBET-
CTBEHHbI 32 3TOT rpy3. [eHeTn4yeCcknii rpys, CBA3aHHbIN C
3BOJIIOLIMOHHBIM MNOTEHLMANOM, NPeacTaBnseT cobom pe-
3ynbTaT CTabMAN3NpYoLLEro oToopa, aIMMUHUPYIOLLLErO

BCE XyLlue reHoTunbl. B CyLLIHOCTH, KaXabll MEXaHU3M,
CMoCOOCTBYIOLMIA HAKOMIEHWIO HACNEACTBEHHOM USMEH-
YMBOCTW, CO3OAET CBOWM COOCTBEHHbI FTEHETUYECKMIA FPY3.
HacnenctBeHHasi UBMEHYMBOCTL MNONYNSLMIA ynpaBaseT-
cs TpemMs rpynnamm pakTopos: 1) NpUToK HOBOrO reHeTur-
4eCcKOro marepuana 3a CyeT MyTauuii 1 UMMurpaumm; 2)
paspyLueHne 3TOM N3MEHYMBOCTN OTOOPOM U ClTyHarHOC-
Tblo BbIOOPKU; 3) 3aLlUMTa HAKOMSIEHHON N3MEHYNBOCTM
LMTOPDU3NONIOrMYECKNMN MEXAHN3MaMIN N BKOSI0MMHYECKU-
MK pakTopamun. feHeTn4ecknin rpys BkJloYaeT, C OQHOMN
CTOPOHbI, NATONIOMNYECKNE MEHHbIE MyTaLMKW, Hacnenye-
Mble OT poauTenein u npapoauTenemn, u Ha3blBaeMble cer-
peraumMoHHbIM FPYy30M, eC/v B BUAE 60Ne3HM MPOSBNSAIOT-
CS1 peLLeCCMBHbIE UM HeNeTallbHble AOMUHAHTHbIE MyTa-
LM reHoB (OT naT. segregatio — BbilwenneHne). C apyrom
CTOPOHbI, ONPeAENeHHYI0 YaCTb 3TOro rpy3a COCTaBAoT
HOBbIE, BHOBb BO3HUKLUWE, FEHHbIE MyTaLmn (B pe3yfbTa-
T€ MyTareHHbIX BANAHNIA BHELLHEN cpenpl). OHM He npo-
C/IEXMBAIOTCS B BOCXOASALLMX NMOKOJIEHUSX N COCTaBASAIOT
Tak Ha3blBaeMbIi MYTALMOHHbIN reHeTundeckuii rpys. Co-
rnacHo aaHHbIM H.T1. lybuHMHA, 4acTOTa CNOHTAHHbIX FeH-
HbIX MyTaUMn ycTaHoBneHa B npeaenax 10 reHoMoB Ha
nokoneHve. B reHome yenoseka nmeetca okono 100000
reHoB. PacyeTbl NOKa3bIBalOT, 4TO NpuMepHo y 10% nio-
Jeli BO3HMKAIOT HOBbIE MYTaLLMN, BbI3BAHHbIE MyTareHHbIM
BO3OencTBmeM hakTopOB OKpPYXatoLen cpeapl (paguaum-
OHHBbI HOH 3emMnu, OencTBNE NPOAYKTOB CXUraHUs Tomn-
nnBa, BNvsiHne BMpPycoB). be3ycnoBHo, 4acToTa MyTauumn
OyneT 3HAYUTENBHO BhILIE B YCIIOBUSAX aHTPOMOrEHHOrO
3arpsisHeHNs BHeLLHeN cpenbl. Kaxapln 4enoBek Hacne-
OyeT, kak MUHUMYM, 10 CKpPbITbIX MyTaLUuiA, ONACHbIX O
300poBbs. B uenom no A. KHyacoHy (1986), BennuumHa
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NOCTHaTaNIbHOro reHeTNYEeCKOro rpysa coctaenset 0,2, To
ecTby 20% 4neHoB NONynsiuvK CyLLLECTBYET BEPOATHOCTb
pa3BUTUS HACNEACTBEHHbIX 60NE3HEN (MOHOMEHHBIX, MO-
JIFEHHBIX N1 CBSA3AHHbIX C MyTaLMSIMN FEHOB COMaTUYeC-
KUX KneTok). leHeTrndecknii rpy3 nposiBnaeTcs kak 6ecnno-
OVe 1 CNOoHTaHHblE aB0PThl, BbIKUABILLY 1 MEPTBOPOXAE-
HUS1, BPOXOEHHbIE MOPOKM U YMCTBEHHAS OTCTaNOCTb [3].

JocTuxeHne BbICOKOrO YPOBHS Ka4yecTBa COBpe-
MEHHON MEOULIMHCKOW MOMOLLIW, BKJKOYAsA NaToreHeTn4ec-
KO€e, CUMMNTOMATUYECKOE NIeYEeHVE U peabunmTaLmMoHHbIE
MepOoNpUATUS], MPUBOAMT K YBEIMHEHUIO MPOJOIIKUTENb-
HOCTU XU3HU N OOCTMXEHUS HepTUIbHOro Bo3pacTa y
©0/bHBIX C MOHOIEHHOW 1 XPOMOCOMHOI HAaCNeACTBEHHOM
naTosiormen B pa3BuTbIX CTpaHax, NpuUBoAs, COOTBET-
CTBEHHO, K POXAEHUIO AETEN C CO4ETaHNEM MOHOIE€HHOM
1N XPOMOCOMHOW HacneacTBeHHOW nartonorven. O6 aTom
BAXXHO MOMHUTbL BpayaM PasfMyHbIX CneumanbHOCTEN
(HeoHaTonoram, negmatpam, CEMerHbIM Bpayam, HEBPO-
noram, opranbmMonoram, aepmaToBeHeposioramM 1 ap.).

B paHHOM cTatbe Mbl NpeaiaraeM BHUMaHUIO Ynta-
Tenewn cobCTBEHHbIE KITMHNYEeCKNe HabntoaeHns, Nnnic-
TpupytoLLmMe co4eTaHne MOHOMeHHOM M XPOMOCOMHOM Ha-
CneacTBEHHOM NaToNnorMm y OgHoro 606HOrOo.

KnuHuueckuin cnyyain Ne1 npusoaum c uensio
AEeMOHCTpaLuM coYeTaHUuss MOHOreHHoro 3aboneea-
HUS C ayTOCOMHO-A0MWHAHTHbLIM TUNOM HacseanoBa-
HUS (MHOXeCTBEeHHasi 3K30CTO3Hasi xoHapoaucnna-
3ud) n reHoMHoi myTtauum (6one3nb KnaitHdenbsre-
pa) y 4-neTHero Mmanb4mkKa, KOTOpbiA yHacnepnosasn
MOHOreHHoe 3abosieBaHue - No IMHUMU MaTepu, a Xpo-
MOCOMHOe 3a0oneBaHue Mo JIMHUM oTuA.

Xongpoancnnasns (chondrodysplasia; rpeu.
chondros xpsw, + dysplasia ancnnasug) - rpynna peakmx
HaCneaCTBEHHbIX OONE3HEN, XapaKTEPUIYIOLLIMXCS Hapy-
LEHNSMU PA3BUTUS CKeNleTa, KOTOPbIE CBA3aHbI C U3Me-
HEHVSIMU HOPMAJIbHOIro NPoLecca OKOCTEHEHUS XpsiLLe-
BOW TK@HU, €€ HeJOCTATOYHbIM NN N30bITOYHLIM 00pa-
3oBaHueM [10,11]. Pagnuyaiot snnudursapHbele, u3apHble
(physis - pocTkoBas 30Ha) U MeTadmzlapHble AUCNNa3nn.
K ¢punsapHbiM gucnniasmam OTHOCATCS axoHaponnasvg,
rMNOXoHApPONa3nd, 9K30CTO3Hasa XxoHapoamcnnasmg, a
TakKe NIoKabHbIE GOPMbI XOHOPOAVCMNIA3MN: KOHOLLECKNIA
anMdn3noan3 rofioBkn 6eapeHHON KOCTU, UCKPUBNEHUE
BepxHero koHua 60sbLebepLoBo KOCcTh (6one3Hb 9p-
naxepa-bnayHrta), gedopmaums ANCTaNbHOINO KOHLA Ny-
4yeBOW KOCTU (6one3Hb MapenyHra).

OK30CTO3Has XOHAPOANCNIA3US (CUH.: 9K30CTO3bl,
3K30CTO3Hasa 6051e3Hb) NposiBnseTca obpa3oBaHMEM Ha
NMOBEPXHOCTUN KOCTEN €OMHUYHBIX UM MHOXECTBEHHbIX
KOCTHO-XPSLLIEBLIX 00pa3oBaHuii. 3aboneBaHue 0OycnoB-
JIEHO MyTaumMen reHa - cynpeccopa OnyxofieBoro pocrta
(EXT1), nokann3oBaHHOr0 Ha AJIMHHOM rieye 8-01 Xpo-
MOCOMbI B no3unuuun 24.11 n 24.13 (89q24.11-q24.13), Ha-
cnegyeTcs No ayToCOMHO-AOMUHAHTHOMY Tuny [14,16].
MHOXeCTBEHHble 3K30CTO3bl HACNEOYIOTCS; €ANHUYHbIE,
Kak npaBuo, No HacneacTBy He NepeaatoTca. 3abonesa-
H1e 0BbIYHO BbISBISIETCS B AETCKOM M MOAPOCTKOBOM BO3-
pacTe. Mo gpaHHbIM M.B. Bonkosa (1974), 310 3abonesa-
Hue cocTaBnsieT 27% OT BCEX MEPBUYHbIX OMYXOJEN 1 Ony-
X0Nnenoao0HbIX ANCNnasnin ckeneTay aAeTen, a no JaHHbIM
Adler (1983), KOCTHO-XpALLEBbIE 3K30CTO3bI Cpeaun [oo-
pOKa4YeCTBEHHbIX OMnyxosien kocTen BecTpedatoTca B 40%

cny4aes. [py 3TOM 3ab60neBaHMM B NPOLIECCE POCTa rpyr-
na XpsLWeBbIX KNEeTOK OTLENASeTCs OT POCTKOBOW nnac-
TUHKU U BbipabaTtbiBaeT KOCTHOE BELLECTBO, KOTOpoe ¢pop-
MUPYET KOCTHO-XPSALLEBBIE BbIPOCTbI (9K30CTO3bI) 0ObIY-
HO Ha MeTadunse unmn gmaduse KocTu. POCT ak30CTO3a
npekpaLaeTca K MOMEHTY NONOBOro co3pesaHus [12].
KnuHnyeckas cumntomartmka 3aBucuT ot Gopmbl 3abone-
BaHWS, NOKann3aumun, pasmMepoB 3K30CTO30B, UX GOPMbI
1 B3aMMOOTHOLLIEHUS C OKPYXatloLLMMK OpraHamMu 1 Tka-
HAMW. KnnHnYeckas xapakTepucTrka 9Kk30CTO30B TUMnY-
Ha: y 30H pocTa NosABAIOTCA HENOABWMXHLIE, 6e3001e3-
HEHHbIE, HE CNasHHbIE C MAMKMMU TKaHSIMK 0B6pa3oBaHns
KOCTHOW NOTHOCTU. Hanbonee xapakTepHa nokannaauus
9K30CTO30B Ha KOCTSIX, 00Pa3yoLLMX KOJIEHHbI CYCTaB, Ha
BEpPXHEM OTAene niev4eBon KOCTK, Ha npeanfieybsx, jo-
natkax, pebpax, Ha BEpxHeM oTaene 6eapeHHON KOoCTu,
Ha danaHrax cton (NogHOrTeEBbIE 9K30CTO3bI [onoutpe-
Ha). YMCNo 3K30CTO30B MOXET ObITb O4EHb 3HAYUTENBHO.
PocT 3k30CcT030B conpsixeH ¢ popmmpoBaHuem aedop-
mauuii [10,12]. 3aboneBaHue BCTpevaeTcs B ABYX op-
Max: MHOXECTBEHHasi 3K30CTO3Hasa XoHApoaMCNAa3us n
COJINTAPHbLIN KOCTHO-XPSALLEBON 3K30CTO3. Kak conutap-
Hble, Tak 1 MHOXECTBEHHbIE KOCTHO-XPSLLEBbIE 3K30CTO-
3bl MOMYT NOpaxaTb 0Oy KOCTb. N3nmobneHHoM noka-
nmzauuen aBnsioTca meTadursbl AIVHHBLIX TPYOUaTbIX KOC-
Teln. B 48% OT BCeX KOCTHO-XPSLLEBbLIX 3K30CTO30B BhISIB-
NIFI0TCA NOPaXeHns ANcTanbHOro metadpumnaa 6eapeHHon
KOCTW, NPOKCUMasIbHbIX MeTAdU30B Mae4eBon 1 6obLue-
6epuoBoi kocTel. Mpu MHOXEeCTBEHHOW popMe 3K30C-
TO3HOW XOHAPOANCNNA3MN HEPEAKO Ha NMepBbIl MiaH Bbl-
CTynalT Takne CUMMTOMbI, KaK HU3KOPOCSIOCTb, KOCOPY-
KOCTb, AedOopMaLLms KONIEHHbIX CYyCTaBOB. BonbLume ak30-
CTO3bl HEPEOKO ABMSAIOTCS MPUYNHON TAXKENbIX Aedopma-
LM1iA, 0BYCNOBNEHHbIX BbIOYXaHMEM 3K30CTO3a 3a Npeae-
Jbl KOCTW, €ro AaBfleHMEM Ha COCeHIO KOCTb U ee UC-
KPUBAEHNEM, HapyLUEeHUEM 3NN@U3apHOn 30HbI POoCcTa n
HegopasBuTueM anndmnaa. lNocnegHee 4aCcTo NPUBOAUT K
Pa3BUTUIO JTYHEBOM NN NOKTEBOM KOCOPYKOCTU (NpU He-
noopassntun anndusa y4eBon NIU JOKTEBOW KOCTKN),
BaJIbIYCHOM nnu BapycHomn aedopmaumm [12].

CuHgpom Knarnngenbrepa. Npucytcteue Y-xpo-
MOCOMbI onpeaenseT GopMupoBaHmne Myxckoro nona. 1o
nepuoaa NosIoBOro CO3peBaHNS Maibynkui C 4OH6ABOYHOM
X XpOMOCOMOW pasBMBaOTCS HOPMaJIbHO, IMLLb C HEOOJb-
LM OTCTaBaHMEM B NCUXMYECKOM pPa3BuUTUN. [eHeTn4ec-
K1 ancbanaHc B CBA3M C A0OABOYHOM X-XPOMOCOMOMN
KNVHNYECKN NMPOSABSETCS B NEPNOL, NOSIOBOrO CO3peBa-
HUS B BUOE HEOOPA3BUTUS ANYEK U BTOPUYHBIX MYXCKUX
NONOBbIX MPU3HAKOB. BOMbHbIE MMEIOT BEICOKMIA POCT, XXEH-
CKUI TUN TENOCNOXEHNS, TMHEKOMACTUIO, Cnaboe OBOMO-
CEeHVe N1ua, NoAMbILLIEYHbIX BNaAMH U nobka. Andkn
YMEHbLLEHbBI, FTUCTONIOMMYECKN OOHAPYXMBAIOTCA AEreHe-
pauus repMMHATUBHOIO SNUTENNS U TMANIMHO3 CEMEHHbIX
KaHaTUKOB. BonbHbIE HecnnoaHbl (2a300CNepMms, OJINFroC-
nepmus) [3,4].

Knunnyeckuin cny4yam Nel1. GonbHon K., 4 roga.
Pooutenn manbumka o6patunucb Ha Nnpuem B HeBposo-
FTMYECKUI LEHTP SNUAENTONOrNU, HEMPOTreHETUKN N UC-
cnegoBaHns Mo3ra «YHUBEPCUTETCKOM KITMHUKN» B MapTe
2009 r. N3 aHamMHe3a M3BECTHO, YTO TEYEHUE HACTOSLLEN
6epeMeHHOCTM 6e3 0COOEHHOCTEN, HO B MEPBOM U BTO-
pPOM TpUMeCTpax 6epeMEHHOCTM OTMEYAsCs MNePTOHYC
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MaTku. Poabl B CPOK, YEPE3 €CTECTBEHHbBIE POAOBbLIE MYTU,
CTUMyNupoBaHHbie. Bec npu poxaeHnn 2,700 kr, pocT 50
CM. 3akpuyarn cpasy, NpukaabiBaHme K rpyam cpasy noc-
Je pOXAEHS, HO rpyab pebeHoK He cocan. HOBOPOXAEH-
HblA NEPEBEAEH HA MCKYCCTBEHHOE BCKApMJ/IMBaHUE, BA-
J10€ cocaHue, BbICTPO YTOMAISICS NPU COCaHMM MOMIOYHON
CMEeCH 4Yepe3 CUIMKOHOBYIO COCKY U3 OYTbIIOYKN, YaCTO
henan nayabl (OTAbIXan).

LebioT 9Kk30CTO3HOW XoHApOoANCTPOodUM 3abonesa-
HUS C POXAOEHUS, KOraa poanTenn 3ameTunu y pebeHka
VCKPUBIIEHWE KOCTEN Npeanieybs NeBor BEpxXHe KOHe -
HOCTW, HaNn4Me 3K30CTo3a B o6nactn anmdusza V nanbua
nesotii ctonbl. Habmopancsa y Hesponora B KKAB (r. Kpac-
HosipCKa), MO AAaHHbBIM LIMTOrEHETUYECKOr0 UCCNEA0BAHMS
YCTaHOBJEH AMarHo3 cuHapoma KnanHoensrepa (kapmo-
TN 48,XXXY [20]). C 1 roaa >XusHun yCTaHOBJIEH ANArHo3
3K30CTO3HOW 6ONE3HW, C 3TOr0 BPEMEHU POANTENN 3aMe-
TN HEOOBLIYHOE BbIpaXXEHWE N1ua C TMnoOMUMMEN («3ac-
ThIBLUMM» BblPaXeHVEM 1nLa), 3aePXKy pocTa no cpas-
HEHMIO C MOJSI0OBO3PaCTHbIMN HOpMaTueamu. B nepebie 2
roaa xmnsHm maneunk Hadnogancsa B KK4b, nposognnoch
Hecneumduyeckoe neveHme (cemakc, nupaueTam, KaBuH-
TOH, MONVBUTAMMHBI), PEKOMEHAALMN MO AVETE 1 00pasy
XU3HM HEe AaBanucb. Ha MOMEHT HacTosiwero obcneno-
BaHMS MO OAHHBbIM PEHTFEHOCKOMUU KOCTEN BEPXHUX KO-
HEe4YHOCTeN ANarHOCTUPOBAH KOHCONUANPOBaHHbBIN Nepe-
JIOM JTy4eBOW KOCTU (CNOHTAHHbIN).

B TeueHne nocnegHux 2-x neT oTMeYancb YacTble
NPOCTyAHblE 3a001eBaHUs, ABAX bl Nepebonen NHEBMO-
Huel. Co cnoB MaTepu, BO BpeEMS NpremMa Ny 6biBaioT
NOMepPXMBaHNS 1 NokKalIMBaHMe (HE NCKIIIDYAETCA HaNu-
yne opodapuHreansHoOM aucoarnm ¢ neHeTpawmen n ac-
nupauuen 4yacTuy, NnweBoro 60110ca BO BpeMs Npruema
nmuwn).

OO6bEKTNBHO: OTMeYanacb yMeEpPEHHaa 3aaepxka
poCTa U MHOXECTBEHHbIE 9K30CTO3bl B 061aCTU (anaHr
nanbLUeB CTOMN C 00enx CTOPOH, Aedopmanms CTOM No Tmny
«CTOMbI - KAYanku» (puc. 1) U MHOXECTBEHHbIE 9K30CTO3bl
B obnactu ¢panaHr nanbLeB Kucten (puc. 2). Jedopma-
LS Yepena no Tuny «TPUANCTHUKA», MUKpouedanns, HU3-
KU POCT BOJIOC, HN3KOMOCAXEHHbIE W1 Pa3BEPHYTbLIE YLLI-
Hbl€ pakoBUHbI (puc. 3,4).

KapunotunuposaHume (ot 10.02.2009r.): kapuotmn
Myxckom: 48, XXXY [20] G-okpacka (puc. 5.). bBuoxumu-
4yeckuh aHanu3 Kkposu: runepdpocdaremma (OT
20.02.2009r. — 1,80 mmonb/n, ot 24.02.2009r. — 1,90
MMOJb/N) npu HopMe oT 1,45 po 1,78 mmonb/n. 33T -
MOHUTOPUPOBAHME CHa W 6oJpcTBOBAaHUS (OT
20.02.2009r.): kopkoBasi puTMKKa B COCTOSIHUM NaccuB-
HOro 604pCTBOBAHMS OpraHM3oBaHa Nno BO3pacTy, Nier-
KUe perynsaropHble N3MeHeHNs BUO3NEKTPUYECKON aK-
TUBHOCTU C AUCHYHKLMEN HA YPOBHE HeCcneunduiyeckmx
cpeavHHbIX CTpykTyp, KO3l cHa cooTBETCTBOBANA Bapu-
AHTY HOPMbI C COXPAHEHHbBIMU CTAANSMM CHA U TUMNYHbI-
MU Osl KaXA0W CTaANU COMHONOMMYECKUMUN KOMMOHEH-
Tamu, aNunenTUYeckom akTMBHOCTM GpOKaNbHOro, reHe-
pann3oBaHHOro xapakrepa, a Takxke naTtonorn4eckoro
dOoKaNbHOro 3aMmeIeHNs PUTMUKUN HE 3aPErMCTPUPOBA-
HO, 9NN304bl CMOHTAHHOW ABUIaTENIbHOM aKTUBHOCTU A0
3acbinaHns 1 3aNn3o,NpPodyXaAeHNs He COMPOBOXAANNCH
KakuMu-nnb0o NpeaLlecTBYOLWLMMN POKaNTbHBIMU NN Fe-
HepanM30BaHHbIMU ANUAENTUPOPMHBIMU USMEHEHUSIMIA

h.-""'--._

Puc. 1. BonbHoii K., 4 roga, ¢ MHOXECTBEHHOU meTasanugpe-
3unasibHOM ancnaaaven ¢ 4padun3amMom (KapamkoBOCTbIO), B CO-
YeTaHuu ¢ cuHapPoM KnariHgpenbtepa: nokasaHbl MHOXECTBEH-
Hbl€ 9K30CTO3bl B 06/1aCTV paniaHr nasbLeB CTor ¢ 06euvx CTo-
POH, AedopmaLmsa CcTon rno Tuny «ctTona-kadyasika» [poTo H.A.
LHavinep, E.A. LLlanosanosoii, 2009].
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Puc. 2. BonbHoti K., 4 roga, ¢ MHOXECTBEHHOV MeTasnugpe-
3unasibHOM ancnaaaven ¢ 4padun3amMom (KapamkoBOCTbIO), B CO-
YeTaHuu ¢ cuHapPoM KnariHgpenbtepa: nokasaHbl MHOXECTBEH-
Hble 3K30CTO3bI B 061aCTV (panaHr nabLes kucter [poTo H.A.
LHavinep, E.A. LLlanosanosoii, 2009].

-

A

Puc. 3. BonbHoii K., 4 roga, ¢ MHOXECTBEHHOV MeTaanugpe-
3unasibHOM ancnaasaven ¢ 4padun3amMom (KapamkoBOCTbIO), B CO-
YetaHuu ¢ cuHapom KnaviHgesnbtepa: nokasaHa aegpopmaums
4yepena ro TUmy «TPUINCTHUKA», MUKPOLIepasns, HU3KuU poCcT
BOJIOC, HU3KOMNACaXeHHbIe 1 Pa3BEPHYTbIE YLLIHbIE PAKOBUHbI
[poTo H.A. LLIHanaep, E.A. LLlanosanoBovi, 2009].
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Puc. 4. bBonbHoii K., 4 roga, ¢ MHOXeCTBEHHOV MeTaanuge-
3uasibHOM ancnaasaven ¢ apadun3amMom (KapankoBOCTbIO), B CO-
yeTaHum ¢ cuHapom KnaviHgpenbtepa: nokasaH HU3Kn pocT pe-
6eHKka v TUnu4Hble AegpopmMmauynm KoHeyHocTen [¢poTo H.A.
LIHaninep, E.A. LLlanosanoBovi, 2009].

Ha D3l. KoHcynbrauma optonepa (ot 15.04.2009r.): pe-
KOMEHO0BaHO ocBuaeTenbcTBoBaHne Ha MC3 no mecTty
XUTenbCcTBa. PeHTreHorpadumnsa roneHOCTOMNHbIX CyCTaBOB
(o1 15.04.2009r.): ymeHbLLEeHW1e 30Hbl pocTa B 061acTn Me-
Tadpun3oB OoNbLIEOEPLOBOM U ManobepLOoBOi KOCTeN ¢
ob6enx CTOpPOH, KpaeBble Meskue 3K30CTO3bl B 061acTu
anndur3oB 60sbLLIEOEPLIOBLIX KOCTEN, KPYIMHbIE 9K30CTO-
3bl B 06/1ACTU KOCTEW NPeansitoCHbl C 061X CTOPOH, MeJ-
Ku1e KpaeBble 9K30CTO3bl B 06/1aCTV KOCTEN MOCHbI C 06e-
X CTOPOH (danaHr nasbLeB HE BU3yann3npPOoBaHbl); PEH-
TreHorpadms noKTEBbLIX CyCTaBOB, KOCTEN npeanieynin n
nyye3ansicTHbix cycTtaBoB (0T 15.04.2009r.): kpynHble
TpexrpaHHble kpaeBble 3K30CTO3bl B 06/1aCTU NPOKCU-
MaJibHbIX 3NMMPU30B JIYYEBOI 1 IOKTEBOWM KOCTel ¢ 06eunx
CTOPOH, POPMUPYIOLLIMECH DK30CTO3bI B 001acTV MeTadu-
30B 1 3nndun30B Me4eBon KoCcTn ¢ aedopmaumen cyc-
TaBHOW LLIESIM JTOKTEBOIO cycTaBa c 00eunx CTOPOH, aedop-
Maums 1 KpaeBble y3ypbl B 06/1aCTV FOSI0OBOK W LUNJIOBUAL-
HbIX OTPOCTKOB JIOKTEBOW 1 Ny4eBO KOCTel ¢ 06enx cTo-
POH, NOBbILLIEHHAA ocCcMdUKaLMS 3aMbIKaTebHbIX Mac-
TUHOK, MeJikne KpaeBble 3K30CTO3bl B 061aCTU rofIoBOK

KOCTEN NACTHbI (panaHrn nanbLeB 1 MeXdanaHrosble Cy-
CTaBbl HE BM3yaNM31POBaHbI).

HacnepCcrBeHHbIA aHaMHE3 OTArOLLEH MO JIMHUN
oTua u matepu. Cubc 9 net, 300poOB (CO CNoB MaTepu),
HO He obcnenoBaH. Mo MaTepUHCKOWN NMHUM HAacnenyeT-
CS1: «sMHOXECTBEHHast MeTasnudmnaapHas xoHapoancnia-
3us ¢ gpaduamom». Y matepu npodanga (31 roa) c oe-
Ol10TOM C 2-X NeTHero Bo3pacTa, ctapluas cectpa marte-
pu npobaHaa — 300p0oBa, HO He o6cneaoBaHa. denylika
Mo MaTepPUHCKOW INHUM CTPaAaeT «dK30CTO3HOI 6ones-
HblO» (55 neT), cTapwmin 6pat genywku (57 net) — knu-
HU4eckn 300POB, HO He AoobcnenosaH. MaTtb AeayLKm
rno MaTepuHCKom nuHun (NpababyLuka) ymepna B 76 ner,
MPUYMHA CMEPTU HE YTOUYHEHA (NPeanooXMTENbHO, Cep-
[e4yHOo-cocyamcTas natonorms), ctpagana «3k30CTO3HOMN
©60one3Hblo»; y Hee Obln MnaaLwmii 6paT 1 Tpr cecTpsbl (Npa-
6abyLuka BTOpas no4yb B ceMbe). Y cecTpbl npadadyLukm
3abosieBaHMe NpoTeKkasno B MArkomn gpopme, He ObI10 An-
ArHOCTMPOBAHO MPU XM3HU, HO Y €€ e0MHCTBEHHOIO CbiHA
Oblna «3Kk30CTO3Has 60J1e3Hb>» (YMEep PaHO OT afIkOrons-
Ma, BO3pacT CMEPTM Ha MOMEHT KOHCYNIbTaUVIM YTOYHUTb
He yaanocs) (puc. 6). Mo oTUOBCKOWN NIMHNUM XPOMOCOM-
Hoe 3aboneBaHne y ABOPOAHOro Aenyliku cmbca 60-
nesHb KnanHoenstepa.

KnuHnyeckuin gnarHos: MHoXecTBeHHast MeTasarnu-
pusmnasnibHas ancraasvs ¢ 4papu3mMomM (KapsimkoBOCTbIO),
ayTOCOMHO-LAOMUWHAHTHbIV TUIM HACe40BaHWs, TSXEs104
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Puc. 5. bonbHou K., 4 roga, c MHOXECTBEHHOV MeTaanugpe-
3uasibHOM gucria3ven ¢ ApapuamMomM (KapsimKoBOCTbIO) B CO-
YetaHum ¢ cuHapom KnaviHpenbtepa (Mo3anumam 49, XXXXY
[25]/48,XXXY [20]): noka3aH pe3ynbTaT KapuoTUnupOBaHUSI.
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Puc. 6. PogocnoBHasi npob6aHaa K., 4 roga. MHoxecTBeHHasi MeTaanupusapHas XOHAPOANCIIa3vns ¢ Apagdrn3mMomM, ayToCOM-
HO-AOMUWHAHTHBIV Turn HacneaoBaHus. CuHapom KnaviHpenbtepa (48, XXXY [24]). JlereHaa: IV, 5 — npobara K., 4 roaa, AnarHo3
MHoxecTBeHHasi MeTasnuduiapHas XOoHaApPoANCHIasuvs ¢ apaduamom, cuHapom KnaviHgpensrepa; lll, 12 — mate npobaHaa, av-
arHo3: «MHOXeCTBeHHasl MeTaanunguaapHas xoHapoaucnnasus»; lll, 13 — reta npobaHaa no MatepUHCKOM JIMHUM He 4006Cae0-
BaHa; Il, 7 — nenyiuka npobaHaa rno MatepuHCKOV JIMHUWN, ANarHO3 «MHOXECTBEHHast MeTaanupuaapHasi xoHapoancrinasus»; I, 3
— ABOIOPOAHbIVI AenylLlKa rnpobaHaa — KIIMHUYeCKUY 340P0B, HO He oo6cnenoBaH; |, 4 — npababyiuka npobaHaa rno MaTrepuHCKOMN
JIMHMY yMepsia B 76 N1eT, CTpaaana «MHOXEeCTBEHHasi MeTasnndu3apHas XOHAPOANCIIA3UST».

CTEerneHy, HerNnPepPbIBHO MPOrPEeaNEHTHbIV TUM TEHEHUS, C
3aePXKOoVi pocTa TpybyaTbiX KOCTEM, MHOXECTBEHHbIMMN
B8K30CTO3aMu B 061aCTV 3rMM@dU30B JTyHYEBbLIX, JIOKTEBbIX,
rneyeBbix, 60/bLLIEOEPLOBbLIX M Mai0bepLIOBbIX KOCTE,
anaHr nanbLeB KUCTEN 1 CTOM ¢ 06enx CTOPOH, € 6OYKO-
ob6pa3sHoli aeopmaumert rpyaHovi KIeTku, popmupoBa-
HUeM AepopMUpyroLLeri KOHTPAKTYpPb! JIEBOIr0 JIOKTEBOIO
cycTaBa, rJioCcKoBapyCHOW AepopmMaumnei cTor, MUKPO-
cTomumen, 6aegapodrMo30M, SrNKaAHTOM, TEJIEKAHTOM,
rurnepTesIopu3MoM, MUKPOrHATUEN, OPOpapuHreasbHov
ancoarvert 2 CT. ¢ neHeTpaumner yactul nuiyesoro 60-
Jiroca B npesAaBepue roptaHu, CUHOMPU30M, Hu3kornaca-
JXKEHHbIMU Y PAa3BEPHYTBLIMU YLLIHBIMY PaKOBUHAMMU, rvp-
CYTU3MOM, KJIMHOBUAHOU Aepopmaumneri KOHUEeBbIX ¢a-
JIaHI MU3VHLIEB 06eunx KUCTeN, AepopmaLmeri Yyeperna rno
TUNY «TPUINCTHUKE», MUKPOLIepaineri c 3a4epXXKovi rcu-
XOMOTOPHOIro pas3BuTusl, rpybori 3aAepXKori peyeBoro
passutus. CuHgpom KnariHgenbtepa (Mo3anuymnam 49,
XXXXY [25]/48,XXXY [20]). ConyTcTBYyiouiee 3abosieBa-
Hue: IMMyHOAeULNTHOE COCTOSIHUE.

BTopoe knnHnyeckoe HaGnoaAeHe AeMOHCT-
pupyeT MOHOreHHoe 3abosieBaHue rpynnbl pakoma-
TOo30B (0one3Hb MMnnena-Jiuigay) n reHOMHOW My-
Tauum (cuHgpoma LepeweBckoro - TepHepa) y 19-
NeTHe!l AeBYyLIKWU, YHacneaosaBLeil MOHOreHHoe
3a0oneBaHue No JIMHUU MaTepu, a XPOMOCOMHOe 3a-
GoneBaHne ABUJIOCb pPe3yJibTaTOM CMOHTAHHOW My-
Tauum (de novo).

Mo coBpeMeHHbIM NpeacTaBNeHusM, Liepebpope-
TUHaNbHLIN aHrmomarto3 funnens-JinHaay (peTnHoLe-
pebpoBucLEpanbHbii aHTMOMAaTOo3), ABNAETCA CUCTEM-
HbIM HOBOOOPA30BaHNEM COCYAOB BCNEACTBUE FrEHETU-
yecku 0OYCNOBNEHHOIO NOPOKa Pa3BUTUS KanuaasipoB
[7,15]. BaboneBaHne 0O6yCNOBAEHO MyTaLMEN reHa - cyn-
peccopa onyxoneBoro pocta (VHL) , nokann3oBaHHOro

Ha KOPOTKOM rieye 3-1 XpOMOCOMbI B No3muunmn 26-25 (3
p26- p25), HacnenyeTcs N0 ayTOCOMHO-A0OMUHAHTHOMY
Tuny (puc. 7).

CuctemHbIn LepebpopeTUHOBUCLLEPASTBHBIA aHTN-
oMaTo3 (CUH.: uepebpopeTMHanbHbIN aHrMomMarTos; 60-
nesHb [vinnensa-Jinnpay; 6onesHs Mlvnnens-Yepmaka; ku-
CTO3HbIN aHrMOMaTo3 ceTyaTkn) — pakoMaTos, KOTOPbIr

von Hippel-Lindau
HLH1 | 20 s
Colon Cancer LI cancer
ETH1
Essenbial tremor

Puc. 7. l'en VHL nokann3oBaH
Ha KOPOTKOM riiede 3 XxpomMo-
\ /  Ccombl B no3uumm p26 - p25.
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NPOSBASIETCH aHIMMOPETMKYIOMATO30M MO3XeuKa, CIIMHHO-
ro Mo3ra, onyxonsaMm NoaXKenyao4yHOW Xenesbl, NoYeKk n
OPYrnx OpraHoB B COMETAHUM C aHMMOMATO30M CETHYaTKW.
3aboneBaHue vaile aebiotupyet nocne 18 net. Ha koxe
©0JIbHOr0 MOXHO OOHaPYXUTb MENIKME aHIMOMbI BENNYN-
HoM 0o 1-2 MM, Ha KOTopble OOJIbHbIE HACTO He obpaLLalT
BHUMaHwue [13,14]. NepBble cMMNTOMbI 326011€BaHNS O0bIY-
HO OOYCNOB/IEHbI MOPAXEHNEM CETHATKM, MO3Xeyka nm
nonywapuin 6onbloro Mo3ara. AHrmoma GopM1UpyeTcs BO
BHYTPEHHEN 4acTn CceT4aTku U No Mepe pocTa 3aHuMaeT
BCIO €€ ToNWwuHy. Npn 3HaYNTENBHOM POCTE aHMMOMbI M-
TaloLme eé cocyabl yBeNMYMBAIOTCH M PACMonaralTcs Ha
BCEM MPOTHKEHNN OT aHMMOMbI 40 ANCKA 3PUTESNTBHOMO He-
pea. Cocyakl, NPENMYLLIECTBEHHO BEHbI, PE3KO pacLumpe-
Hbl N LUTONOPOOOPAa3HO M3BUTLI. PasBmBaloTCca mleMns
CeTyaTKun, MHTPaPETUHANbHbLIN OTEK, KNCTO3HAs AereHepa-
UMt LEHTPaSIbHOM 30HbI CETHaTKN, NOSABNAOTCS KPOBOU3-
NnsaHnS. Bo3MoxxHa SKkcCcyaaTmBHasi OTC/Ionka cetyaTku. AH-
rMopeTnKyioMa Mo3xxedka (nosyLapuin 00sbLLIONo MO3ra)
npencTaBnseT cob0M ONMyXoseBbI y3e KPaCHOro U BULL-
HEBOro LIBETA, OrPaHNYEHHbIM OT OKPY>XaloLLEen TKaHW. Halue
BCEro MaJieHbkasa CoCyancTas Onyxosb HAXOANTCH BHYTPU
©O0NbLLIOW KWUCTbI, HANOJIHEHHOM KCAHTOXPOMHOW XMOKO-
CTblo. Kncta nerko obHapyXnBaeTcs C MNOMOLLbIO Helpo-
BU3Ya/IM3NPYIOLLIMX METOAO0B UCCNeLOBaHWs, a onyxone-
BUAHbIN Y3€ NHOMOA HE HaxXoauT OTPaXeHUs B 3aK/Io4e-
Husax KT - nccnegosaxus. Ecnu Ha goonepauyoHHOM 3Ta-
ne AMarHo3 CUCTEMHOrO HacNeaCTBEHHOro 3aboneBaHus
He Obl1 MOCTaBMIEH, TO XUPYPIr UAET HA 9BaKyaLMIO KUCTbI,
He 3amMe4ast MasieHbKOro OMNyXoneBUaOHOroO y3na, KOTOPbIN
NPV HapyLIEHUM €ro LENOCTHOCTM JaeT MaCCUBHbIE KPO-
BOTEYEHUS, YTO, B CBOIO O4epeb, MOXET ABUTbLCH MPUYm-
HOW rmbenun nauyeHTa. AHTMOPETUKYSIOMY MO3Xe4ka 000-
3HaualoT Kak «onyxosb JinHpay» [7,8].

Mo nuTepaTypHbIM AaHHbIM, B MOJyLLIAPUSX MO3ra n
CMNHHOM MO3re aHrMOPETUKYIOMbl BCTPEYaOTCH 3Ha4N-
TENbHO pexe, 4eM B MO3xeuke. [NopaxeHne ceT4aTku Yac-
TO ObIBAET NEPBLIM, a NHOIOA U €AVHCTBEHHBLIM CUMMTOMaM
3aboneBaHus. AHIMOPETUKYIOMbI CETYHATKN UMET BUL,
KNyOKOB PKO-KPaCHOI O M XEeNTOBATOro LBETA, K KOTOPbIM
NOOXOOAT pacLUMPEHHbIE apTepun 1 BeHbl. AHFMOMATO3
ceTyaTtkm 0003HaYaloT Kak «onyxonb Mmnnens». MHoxe-
CTBEHHbIE aHEBPM3Mbl OOLIYHO pacnonaratoTcs Ha nepu-
depum ceTyaTKm 1 CKIIOHHBI K KNCTO3HOMY NMEPEPOXAEHMIO.
B manbHenwem MOXeT pa3BuUTbCH OTC/IONKA CeTyaTku, rma-
ykoMma, katapakTa, cnenota. B 50% cnydaes nopaxatoTca
oba rnaza. B 60-70% cny4asx nopaxaroTcs oYK, Haamno-
YEeYHUKM, NoMKeNnyaoyHas xenesa. Pexe npuaatkm anyex,
neyeHb, Nerkne, cenedeHka. Hepeako onyxonu BHyTPEHHNX
OpPraHoB NPOTEKaoT 6ecCMMNTOMHO. O4eHb BaXXHO NMocTa-
BUTb ANArHO3 CUCTEMHOr0 nopaxeHus koxu n LUIHC oo one-
paTUBHOIO BMELLATENbCTBA. OTO NOMOraeT NpeanonoXnTb
FMCTONOrMIO KUCTO3HOM OMyxosn (nogymaTb 06 aHrmope-
TUKYNTOME) M UCMOJIb30BaTb XMPYPrieCKYHO, MO3BONSIOLLYIO
n3b6exarb MaCCMBHOIO KpOBOTeYeHUS [2,9].

CuHgpom LlepeweBckoro-TepHepa - eanH-
CTBEHHas popmMa MOHOCOMUN Y XNBOPOXKAEHHbIX. He me-
Hee 90% 3auaTunin ¢ kapuoTunom 45,X abopTmpytoTcs
CrnoHTaHHO. YacTtota cuHgpoma Llepelwiesckoro-TepHe-
pa paBHa 1:2000-1:5000 HOBOpOXOEHHbIX AeBoYekK. Liy-
TOreHeTuka cmHapomMa MHoroobpasHa. Hapsay ¢ UCTUH-
HOM MOHOCOMMEN (45,X) BO BCEX KITETKAaX BCTPEYAOTCA U

apyrue oopMbl XPOMOCOMHbIX aHOManMin rno NoJI0BbIM
XPOMOCOMaM. ITO Aeneuyv KOPOTKOro UM ASIHHOTO niie-
ya X-XxpoMocOoMmbI [46, X, Xp-; 46, X, Xg-1, N"3OXPOMOCOMbI
[46, X, 1(XQg); 46, X, | (Xp)], KonbLEeBbIE XPOMOCOMbI [46, X,
R, (X)], a Takke paznuyHbie BUapl Mo3anumama. Jivws 50-
60% naumeHToK ¢ cuHapomom LlepelueBckoro-TepHepa
MMEIOT MPOCTYIO MOJIHYIO MOHOCOMMIO (45,X). EQMHCTBEH-
Haa X-xpomocoma B 80-85% cnyyaeB nmeeT MaTepuHC-
Koe npouncxoxaeHue n nuub B 15-20% - oTuoBckoe. Knu-
Hu4yecku cnHapom LLiepewiesckoro-TepHepa nposiBAseT-
csa B 3 HanpaeneHusx: 1) runoroHagnam, HegopasBuTueE
MOJIOBbIX OPraHOB M BTOPUYHBIX MOMOBbLIX MPU3HAKOB; 2)
BPOXAEHHbIE MOPOKU Pa3BuUTUs; 3) HU3kuUI pocT. Co cTo-
POHbI MOJSIOBOW CUCTEMbI OTMEYAKOTCS OTCYTCTBUE roHap,
(areHesus roHan), rmnonnasvs MaTkm M MaToOYHbIX TPYO,
nepBrYHast aMmeHopesl, CKyaHOE OBOJI0CEHVE Nobka 1 Moa-
MbILLEYHbIX BNAaAWH, HEA0PA3BUTME MOJIOYHbIX XXENES, HE-
[OCTaTOYHOCTb 3CTPOreHOB, N3OLITOK TMMOMU3aPHbIX FO-
HaaOTPOMMHOB. Y AeTen ¢ cmHapomMom LLlepelueBckoro-
TepHepayacTo (0o 25% cny4aeB) BCTPEYaTCA BPOXKOEH-
Hbl€ MOPOKKM cepaLa 1 noyek. BHelwHMn Bua 60bHbIX TU-
MUYEH: KOPOTKasa Liest C U30bITKOM KOXW U KPbIIOBUOHbI-
MW CKNiakamm (MTepmurymMom), nuMdaTnyeckmin 0Tek cTor,
rONIEHEN, KNCTEN PYK W MPEeaneynin — y HOBOPOXAEHHbIX
n AeTen rpyaHoro Bo3pacTta; OTCTaBaHMeE B POCTE U B pas-
BUTUN BTOPUYHBIX MOSIOBLIX MPU3HAKOB — Y NOAPOCTKOB;
HapyLleHne cKeneTa, YepenHo-nuuesblie auamopduu,
Bas/IbryCHas AeBMaLMS KOJIEHHBIX U JIOKTEBbLIX CYCTABOB,
YKOpOUY€eHMEe MeTakapnasibHbIX U MeTaTap3asibHbIX KOCTEN,
0CTeonopos, 6oukoobpasHaa rpygHas KneTtka, HU3KUmn
POCT BOJIOC Ha Llee, aHTUMOHIOI0UAHbLIN pa3pes rMasHbIX
Lenen, NTo3, aNUKaHT, PETPOreHus, HU3KOE Pacnosioxe-
HME YLLHbIX PAKOBUH — Y B3POCbIX. POCT B3POC/bIX OO0Jb-
HbIXx Ha 20-30 cM Huxe cpenHero. TaXecTb KIMHUYECKMX
(peHoTUNMYECKNX) NPOSBIEHUI 3aBUCUT OT MHOIMMX ¢ak-
TOPOB, B TOM 4YMC/e OT TUMa XPOMOCOMHOWM NaTonorum
(TpUCcomMuKS, neneuns, N3oxpomocoma). MosaunyHble pop-
Mbl 60J1E3HU, KaK NPaBWIIO, UMEIOT CMIXXEHHbIE KITMHNYEC-
Kve NPOSIBIEHMS B 3aBUCUMOCTU OT COOTHOLLEHNS KITOHOB
KNeToK C kapuoTmnamu 46XX:45X [3,4].

KnuHnuueckuin cnyuam Ne2. BonbHas 1., 19 ner,
obpartmnach BnepBble B HEBPONOrmyeckuii LeHTp anunen-
TOJIOMVN, HEMPOreHEeTUKU N UCCIIEN0BAHNS MO3ra B MIOHE
2009r. C geTckoro Bo3pacTta HabnoaaeTcs C CUHAPOMOM
LepeweBckoro-TepHepa (MoHocomus X), nonyyaeT 3a-
MEeCTUTENbHYIO Tepanuio (puc. 8). B oktabpe 2007 r. ne-
peHecna CoYeTaHHYIO aBTOA0POXKHYO TpaBmy ¢ HMT (ywiu-
©0M rofIoBHOro MO3ra cpefHen crenexun). [paxabl one-
pUpoOBaHa (B yCNOBMUSX OOLLEN U CMMHANIbHOW aHECTE3NN)
Nno NOBOAY NEPENIOMOB HMXHUX KOHEYHOCTEN. 3a BpeMS
JleyeHns oTcTana ot y4ebHOro Kypca B cpeaHer obueob-
pasoBaTefibHOM LWKone, B Mae-unioHe 2008 . akTUBHO ro-
TOBMNACH K BbIMYCKHbIM 9K3amMeHaMm (11 knacc), HenocChl-
nana. Ha atom ¢oHe BnepBble Pa3BUICA KOMMAEKCHbIN
NMCUXOMOTPHbIN NPUCTYN C GOHATOPHBLIMU N PEYEBLIMU
aBTOMATVU3MaMM B HOYHOE BPEMSA CYTOK, KOraa nauueHT-
Ka MO3BOHWIA POACTBEHHUKAM B APYrOM ropoa, 1 Npons-
HOCUA «HEMOHSATHBIE CNIOBA U 3BYKW», MPUCTYN aMHE3M-
poBana. [NpoTnBoanunenTUyeckme npenapartbl He Ha3Ha-
yanuce. B nione 2008r. onepupoBaHa B HEMPOXMPYPrnyec-
KoM oTaeneHnn LopoxHo 60nbHULLI Ha CTaHUMKM HoBO-
cubupck, B N0CneonepaumoHHOM nNepmoae Ctanm noBTo-
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Puc. 8. BonbHasiI., 19 ner, c 6onesHsio lunnens-J/inHpay (ue-
pebpopeTnHalsbHbIii aHrMoOMaTo3) B COYEeTaHUun ¢ CUHAPOM
LllepeLwueBckoro-TepHepa: nokasaH pe3y/bTar KapuoTunmpo-
BaHus (45,X).
PATECSA KOMIMJIEKCHbIE MCMXOMOTOPHbBIE MPUCTYMbI C aMOy-
NaTOPHbLIMU N XECTOBbIMW aBTOMaTU3MaMmn (xogmna rno
nanarte, pasnueana Boay 1 np.), NPUCTYMNbl aMHE3NPOBa-
na, B NOCTAPUCTYNHOM nepuoae Obina 3aTOPMOXEHHON.
KOHCynbTaHT-NcmxmnaTp KIMHUKM PEKOMEH0BAs Ha3Ha4ve-
HUe HeMpOoNenTnKOB Mo nosoay «OpraHmnyeckoro 3abone-
BaHWS FOIOBHOIO MO3ra C/IOXKHOIro reHe3a C aMHeCTU4eC-
KUM CUHOPOMOM, 3NnnapokcM3MamMu, perpagneHTHoe
TeyeHne», B TO BPEMS KaK KOHCYNLTaHT-3nnaenTosnor pe-
KOMeHA,0Bas Ha3Ha4yeHe NPOTMBO3NUAENTUNYECKOr0 Npe-
napata — puHnencuHa. HecbanaHcmpoBaHHas Tepanmsa n
njaoxas NePeHOCMMOCTb JIEKAPCTBEHHbLIX MPEnapaToB Npu-
BEJIN K PE3KOMY YYaLLEHUIO 1 OTArOLLEHMIO SNUAenTUn4ec-
KVX MPUCTYMNOB, KOTOPbIE CTaNIM CEPUAHBIMU U CTATYCHBbI-
MU. B MeXNPUCTYNHLIN Nnepnoa y naumeHTKn paoKTynpo-
BaN YPOBEHb HACTPoeHud. MpucTynsl CONPOBOXAANNCh
ancoopuydeckn - adpPeKTUBHbIM KOMMOHEHTOM. B Teve-
HWe NocNegHUX MECSLEB NauUeHTKa NPUHUMaET AernakuH-
xpoHo 900 mMr/cyT, Ha 3TOM OHE NPUCTYMbI KYNMMPOBAHbI
M B Te4eHVe NocneaHero Mecsua oTMe4eHo Uc4ye3HoBe-
HWe NPUCTYMNOB, HO ANINTENbHBIA MOHUTOPUHI Q3 He npo-
BOOWJICS.

OObEKTNBHO: 3a4epXKka pocTa, BTOPUYHbIE MOJIO-
Bble NPU3HaK1 pPasBUTbl YMEPEHHO, OBOJIOCEHEHME MO
KEHCKOMY TUMy, CKYAHOE, MEHCTPyaunn perynspHole,
CKyaHble (NPUHMMAaET cbanaHCUPOBAHHYIO 3aMEeCTUTESb-
HYIO FOpMOHOTEpPanuio). Ha KoXke KOHEYHOCTEN U TYN0BU-
LA BbISIBNIEHBI MHOXECTBEHHbIE MUTMEHTHBIE HEBYChI C U
6e3 rmnepTpurxosa, a Takke 38e344aTble MMIMEHTHbIE He-
BYCbl C MakcumMasbHbiM pa3amepom ao 1,0 x 1,0 cm, ogu-
HOYHbIE MENIKME YHaCTKM TeNeaHrMoaKTasuim n Menkume (c
MakoBOe€ 3€PHO) KaBEPHO3HbIE aHMMOMbI. MUKPOXMPYPIrn-
Yeckoe TOTaslbHOEe yaaneHue cocyaucTor MmasnbgopmMaummn
npaBoli TEMEHHO-3aTbIOYHOW 061aCcTM NPOBOAUNIOCH
30.07.2008r. n3 aBTOMaTM4YECKOW TPENAHALMN NMOA, HEM-
POHaBUraLMOHHbLIM KOHTPOEM B LJOPOXHOM KITMHNYECKOMN
60nbHULE Ha CTaHUMN «HOBOCMOUPCK-TNaBHbIN».

HanHble MPT ronosHoro mo3ra (ot 13. 07. 2008r.):
cocyauctas manbdpopmaums NpaBor TEMEHHOM O0NN Ka-
BEPHO3HOMO TUMa C MENKUMU KPOBOUINUSHUSMU, YMEPEH-
HOe pacluvpeHne cybapaxHoMaanabLHOro NpPoCTPaHCTBa
NOOHbIX obnacTen, 6asanbHbIX LMCTEPH MO3ra, yMepeH-

Ar ad As

HO BbIP@XXEHHAs BHYTPEHHSAS rmapoLedanns HeooTypaum-
OHHOro reHesa. 'uctonormnyeckoe uccnenosaHune (ot
30.07.2008 r.): kaBepHO3Hasa ManbdopmMauus.

OdTanbmonoruyeckoe ob6cnenosaHue (28.07.2008
r.):VisusOD\0S=0,6\0,7;C-1,5D=0,8\0,9. masHoe
OHO: ANCK 3pUTENBbHOrO HEPBA rMNepPeMmMpPOBaH CNeBa,
PO30BhLI CNpaBa, rpaHunLLbl Crierka pacTyLoBaHbl (60b-
Lle cnesa), MMONUYECKUin KOHYC, BEHbl YMEPEHHO pacLUu-
peHbl, A/V = 1/3. MNonsa 3peHns B npeaenax HopMbl. 3ak-
noyeHue: NocT3acTtonHaa? HenponaTnsa 3pUTENbHbIX He-
pBOB 00O0OUX Mas.

lopmoHaneHoe uccneposaHune (0T 24.07.2008 r):
NIOTENHN3MPYIOLWWI ropMoH27, 29 ME/mMn (Hopma: ¢on.
®a3za 0,5-5,0 ME/mn, npeposyn. nuk 15-30 ME/mn, ntoT-
.paza 0,5-5,0 ME/mn, meHonaysa > 12 ME/mn); nponak-
TuH 11 Hr/mn (Hopma 3,6-13,4 Hr/mn); acTpaamon 5 nr/mn
(Hopma: ¢on.dasza 0,6- 4,5 HMonb/Mn, noT. Pasza 12,7-
80 HMmonb/Mn, MeHonay3a 0,3-3,2 HMonb/MnN); NnporecTte-
poH 2,16 HMoNb/MN, MeHonay3a 0,3-3,2 Hmonb/Mn); pon-
JIMKyNnocTUMynmpyioLmin ropmoH 93,2 ME/n (Hopma: ¢o-
n.dasza 1,8-10,5 ME/n, npeposyn. nuk 4,5-12 EA/n, moT-
.baza 1-8 ME/n, meHonay3a> 30 ME/n).

MPT ronosHoro mo3sra (ot 5.02.2009r.): MP kapTtu-
Ha NOCNeACTBUMA MUKPOXMPYPrMYeCKoro ToTanbHOro yaa-
JIeHns1 CocyamncTom manbhopmaLmm npaBon TEMEHHO-3a-
TbinoyHom obnactn ot 30.07.2008 r. NocTonepaunoHHbIe
KUCTO3HO-MNMO3HbIE, aTPOPUYECKNE UBMEHEHUS MPABOI
TEMEHHO-3aTbIIOYHOW 06n1acTn ¢ GOPMUPOBAHMEM TMO-
paHuedannyeckom MIMKBOPHOM KNCTbI. YYAaCTKN KNCTO3HO-
MMUO3HbIX, aTPOPUYECKNX UBMEHEHWIA B NPABON 3aTbISI04-
HOI Jone, Hanbonee BEPOATHO, MOCTTPaBMaTMYECKOro
xapakrtepa. YMEpPEHHO BbIpaXXeHHas CMeLLlaHHas TeTpa-
BEHTPUKYNAPHas 3aMmecTutenbHas rugpouedanua. Yme-
PEHHO BbipaxeHHaa runepTpoduna nMM@POUgHON TKaHN
3aHen CTEHKM HOCOMNOTKU C KUCTO3HBIMW BKITIOYEHNSIMU,
coaepXalymMm 6eKOBbIA KOMMOHEHT.

HacnenctBeHHbI aHaMHEe3 OTAroLLEeH rno MaTepuH-
CKOW NIMHUKW, aenyLuKa npobanaa nornd B Bo3pacTe 45 ner,
B aHaMHe3€ MMes MOBTOPHbIE FEMOPPAarn4yeckne NHCYIb-
Tbl; MaTb NpobdaHaa He AoobcnenoBaHa, OOBLEKTUBHO HA
MOMEHT KOHCYJIbTALLMN BbISIBNIEHLI HA TENIE MHOXECTBEH-
Hble MeJIKMe KaBePHO3HbIE aHMMOMbI. XPOMOCOMHYIO Na-
TOJIOMUIO YNeHbl ceMbin 6onbHOM . oTpuuanm (puc. 9).

KnnHnuyecknii anarHos: akomaros (HenpoKoXx-
HbIVi CUHAPOM), Br1EPBbIE BbISIB/IEHHbIV: 6071€3Hb [rnne-
nsg-JlaHpay (uepebpopeTuHasbHbIfi aHrMoMaros, ce-
meriHasi opma ¢ ayToCOMHO-A0OMUHAHTHbBIM TUMOM Ha-
c/1en0BaHNsl, C MHOXECTBEHHbBIMU KOXHBIMU MUrMEHT-
HbIMW HEBYCaMu, B TOM 4Y1CJie 3Be344aTbiMU, OANHOY-
HbIMY MEJIKUMU TYOEPO3HO-KaBEPHO3HbIMY aHIIMOMamMu
Ha TyJ10BULLE N KOHEYHOCTSIX, OANHOYHOU KaBePHOMOV
B TEMEHHO-3aTbl/I04HOV 061acT, 061aCTV NMpPaBoro ro-
nyuiapus (COCTOSIHME MocJie TOTaibHOM MUKPOXUPYPIN-
yeckoi pesekunmn kaBepHomsl B 2008 r.), cumnTomarui-
yeckas ¢okasibHas (npaBornosyluapHasl) anuaerncusi ¢
KOMIMIEKCHbBIMU TCUXOMOTOPHbBIMU MPUCTYamu ¢ amoy-
J1IaTOPHbBIMU, XECTOBbLIMU, POHATOPHbLIMU, PEYEBLIMU
aBToOMaTu3MamMm, HernoJIHas KIIMHUKO-3/1EKTPOSHLeda-
siorpagunyeckas pemmccusi Ha poHe moHoTeparnmn A9l
(aenaknH-xpoHo 900 mr/cyT). ACTeHO-AernpPecCcuBHbIV
cuHapom. CuHapom LllepeLueBckoro-TepHepa (Tunuy-
Hasi popmMa ancreHe3nm roHas, MOHOCOMHbIV BAPUAHT).
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Puc. 9. PogocnoBHasi 6osbHovi [1.,19 net ¢ 6onesHbro Manne-
nsa-JinHaay (uepebpopeTuHaIbHbIM aHMIMOMaTto30M) B coYeTa-
Hum ¢ cuHapomom LLlepelueBckoro-TepHepa (TunmnyHou gpop-
MOV AnCreHe3ny roHas, MOHOCOMHbIV BapuaHT). JlereHaa: I,
2 — npobaHA ., 19 net, anarHo3 6one3Hb nnens-JivHaay,
cuHapom LLleperuesckoro-TepHepa; |, 2 — aeayiuka npobaHaa
10 MaTtepUHCKO TnHnM aAnarHo3 6one3Hb Munnens-JinHaay; I, 1
— matb npobaHaa, 6ones3Hb Mnnens-JinHaay.

3akniovyeHume.

CnenyeT MOMHUTb, 4YTO C YJydlleHneM KadyecTsBa
oKasaHus MeguuMHCKON MOMOLLM HACENIEHUIO U CTPOMU-
TEeNbCTBOM NepuHaTasbHbIX LEHTPOB BPayun MEPBUYHOIO
3BEHa 34paB0OOXPaHEHNS OO0JIKHbI OblTb HACTOPOXEHLI B
naaHe CBOEBPEMEHHON ANArHOCTUKN HACNenCTBEHHOMN
naToNornm 1 perynsapHo NoBbilaTh YPOBEHb 6A30BbIX
3HaHWI B 06nactu MeauuUMHCKOW reHeTUKn, B CBA3U C
3KOHOMUYECKUMU, MEOULMHCKUMU N COLMANBbHbIMM
npeanocbikaMmy K pOCTy reHETMYECKOro rpy3a B nony-
NAuUNM PasBUTbLIX CTPaH.

ABTOpPbI MOAYEPKMBAIOT TAKXE BAXHOCTb NPEEM-
CTBEHHOCTW MEXAY CreumanucTaMmm pasnnyHoro npodu-
N9 N MexancuMninHapHbI Noaxon, K AMarHoCTUKe Mo-
HOFEHHOW N XPOMOCOMHOW NaToNOrnMm YenoBeka.
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GROWTH OF GENETIC CARGO - ILLNESS OF THE CIVILIZATION
N.A. Shnayder, E.A. Shapovalova, D.V. Dmitrenko

Krasnoyarsk state medical university named after V.F. Voino — Yasenezkij, Department of medical genetics and
clinical neurophysiology of Postgraduate Education Institute, Krasnoyarsk, RF

Abstract. in the lecture devoted to a urgent problem of accumulation of a genetic cargo and combination monogene and chromosomal of a
hereditary pathology at one patient. The importance between discipline of the approach to diagnostics and treatment of the given diseases is

shown.

Key words: genetics, chromosomal illnesses, monogene illnesses, neurocutaneous syndrome (phacomatosis), pediatrics, clinical case.
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