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[ eHOMHBIN UMIIPUHTUHT

°B reHome 4esioBeKa OTIIOBCKHME M MATEPUHCKHE T'€HbI MOTYT OOHapyXuBaTh Iu(depeHInanbHyl0 aKTUBHOCTh YK€ Ha
paHHUX CTaAusX OHTOoreHe3a. [Ipm >ToM HaAOMIOMAETCS BUAMMOE MCKAKEHUE MEHICIEBCKUX IpaBUJ HACJEIOBaHMUS
OTHENBHBIX TMPHU3HAKOB. B ydacTkax reHoma, TMOJABEPKEHHBIX HWMIPUHTUHTY (OT aHMI. imprint — OTIEYaroK,
3areyvaTieHue), SKCIPECCUPYETCS TOJBKO OJHA aJUielb (QJUIebh — aJbTEPHATUBHOE COCTOSIHME I€Ha) — OTLOBCKas WIIU
MarepuHCcKass. MHBIMM CIOBaMH, SKCIPECCUS HMIIPUHTUPOBAHHOIO T€HA B OPraHU3ME-TIOTOMKE OIPEIEIIAETC €ro
POAUTEIBCKAM ITPOUCXOKICHUEM, TO €CTh 3aBUCUT OT TOTO, IIEPEAACTCS JIM OH TEHOMOM CIIEPMUS WITH SIMLIEKIICTKU.

°*OH IPOUCXOIUT MPU FaMETOI€HE3E, JO OIUIOAOTBOPEHUS, U OTMEUYAET OTIEIbHbIC I'€Hbl KaK UCXOASIIME OT MATE€PU HIIH
otua. [locne 3ayaTusi UMOPUHTUHT PETYIUPYET FKCIPECCUIO TEHOB B MpeAeiaX UMIPUHTUPYEMOIl 00JaCTU B HEKOTOPBIX
WM BCEX COMATUYECKUX TKaHsIX 3MOpuoHa. COCTOSSHHE WMIPUHTUHIA COXPAHSAETCS M IOCIE POXKJICHHS 4Yepe3 COTHH
KJIETOYHBIX JEJICHHUH, IPUBOA K TOMY, UTO B KIIETKE SKCIIPECCUPYETCSA TOJIBKO MATEPUHCKAsl WIIM OTIIOBCKas KOmus reHa. B
TO JK€ BpeMsl HMMIOPUHTHUHT OOpaThM: €CJW ajulelb OTIIOBCKOTO MPOUCXOXKIEHUS HACIEAyeTCs] JKCHIIUHOW, OH
mpeoOpaszyeTcst B €€ MOJOBBIX KIETKAX, TAK YTO OHA MOXKET NepeAarh €ro MOTOMCTBY YK€ C MATEPUHCKUM UMIIPUHTHUHIOM.




Cunapom CunbBepa-Paccena

XapakTepusyeTcs BBIDaKCHHbIM IIpe- M IOCTHAaTalbHBIM OTCTaBaHUEM (PU3UUYECKOTO
pa3BuTHS, TPU O3TOM OTCTaBaHHE B Macce Tejla 3HayuTeJIbHee, YeM B pOCTe, H
JUCMOP(PHUYECKUMH  MPU3HAKAMH, BKIIOYAIOIIMMH  JIaTEPaJIbHYI0 aCHUMMETPHIO  H/WIIH
TeMUTUNIEPTPO(HIO JHIA, TYJIOBHINA M KOHEYHOCTEH, TPEYroJbHOE JUIO C [IHPOKUM
BBICTYNAIOIIUM JIOOM, MAaJIEHBKYIO0 HIDKHIOIO 4YeNIOCTh, OIyIIEHHBbIE YIOJKH pTa H
KIIMHOJAKTHIIUIO 5-TO Majblia.

3a0oneBaHne Ha3BaHO B YECTh BpavyeH-NIENATPOB, OINHUCABIIUX €r0 MPAKTHYECCKH
OJTHOBPEMEHHO, HO He3aBHCUMO JipyT oT Apyra: [. Cunbsepa (1953 1) u A. Paccena (1954 ).
Berpeuaercst B OONBIIMHCTBE CiydaeB CIOPaJUUECKH, OIHAKO ONHCAHBI W EAMHUYHBIC
ponocnoBHbIE ¢ JgaHHOW marosorueil. IlpenmonmararoTcss ayTOCOMHO-JIOMUHAHTHBIA H
ayTOCOMHO-PEIIECCUBHBIIN TUITBI HAC/IEIOBAHMS.

Yactora BcTpeuaemoctu 1:30-100 000 HOBopoxIeHHBIX. [loMOBBIX M HAIMOHATBHBIX
pa3Iuuui B pacpOCTPaHEHHOCTH HE OTMEYEHO.

[Topaxaer cepaeYHO-COCYANUCTYIO, 3HIOKPMHHYIO, KOCTHO-MBIIIEYHYIO, MOYEHOJIOBYIO,
HEPBHYIO u ap. CUCTEMBI
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Haunbonee wacroii mnpuumHoi pas3Butus cuHapoma CunbBepa—Paccena
SIBIISIETCSL ONHOPOJUTENbCKAs (MaTepUHCKast) ANCOMUS 1o Xpomocome 7. Ha
XpoMocoMe 7 HIACHTU(QHULIMPOBAHBI TPH WUMIPHUHTUPOBAHHBIX JIOKyca —
GRB10, PEG1/ MEST u y2-COP.
B obmactu xpomocomsl 11pl5. 5. HaxoaaTcs ABa LEHTpa UMIPUHTUHTA —
ICR1 u ICR2. Llentp ICR1 obecneunBaeT akTUBHOCTh T'€HOB, UIPAIOIIUX
BAOXHEWIYI0 pONb B perylsiiuu pocra Iuiona. B dgactHocTH, 3TO
marepuHckuii red H19 (reH ckeneTHol MycKynarypsl) U oTHoBckuil — IGF2
(uHCYnuHONOHOOHBIN (akrop poctra 2, M®DP2). ['mnomerunupoBanue
NPUBOANT K HX HWHAKTHUBalMM M 3aJepkke pocra. M3BectHo, 4TO
reHeTHYeCcKre ad0epaly TaHHOTO JIOKyCa TakKKe CBA3aHBI C Pa3BUTHEM
cuHapomMa  bekBura-Bupemana,  HampoTHB, — XapaKTepU3YIOILErocs
MaKpOCOMHUEH.
PagukanbHOE M3neUeHNe U MOJIHOE BBI3AOPOBICHHE HEBO3MOXHO. Tepanus
HOCHT MOAJCPKUBAIOIINHN XapaKTep, HallpaBjIeHa Ha yAy4lleHHE BHEIIHETO
BHJa, TPEAYNPEXKACHUE OCIOKHEHUH M TOBBIINIEHWE KadyecTBa MKU3HU.
[MammentoB ¢ cunapomom CunbeBepa-Paccena  HaOmonmarot Bpadu-
SHAOKPHHOJIOTH, OPTONENbI, YPOJIOTH, neauarpbl. OCHOBHBIEC HalpaBJICHUSA
JIEYEHUs] BKIIIOYAIOT:

HytputnsHyto nmoguepxky.

3aMeCTUTENbHYI0 TOPMOHOTEPAIIHIO.

Cumnromarnueckoe JiedeHne ((QyHOOIUIMKAIMA, HOIICHHE JieueOHON

00yBH, CTETEK, OpPTOIOHTHYECKOE JICUEHHUE, MaJIBYHKaM -

XHPYpruyuecKasi KOppeKLus THIOCTIa N, KPUITOPXU3Ma)

Peabunuranmonnsie MeponpusaTusa (0OmHMHA Maccax, (U3HONPOLEAYPHI,

anekTpodopes, napaduHoBLIC aNIUIMKAIIH, neyeOHast

(U3KyNBTYpa, THIPOKUHE3NOTEPAIIUS).




Cunzpom buksera-
Bunemana

Cunnpom bekBurra-Bujemana — MaHITHUYECKUH CHHAPOM, OOBIYHO CHOPAJAUYECKUH, HO
WHOT/Ia MOXET HaCJIeZI0BAaThCs KaK ayTOCOMHO-JIOMUHAHTHBINA. YacToTa BCTpeuaeMocCTH - 1 :
13 700 KUBOPOXKICHHBIX.

I'maBHBIME KITMHUYECKUMU MPU3HAKAMHU, BRISIBIIEMBIMU B HEOHATAJBHBIN TIEPUOI, SBISIOTCS
Makporioccusi, omdarnoresne U TuranTuzM. OTMEUaIOTCs TaK)Ke aHOMaJIMK Yepera U JuIa ¢
pa3BUTHEM T€MaHTMOM W TIMTMEHTHBIX HEBYCOB, BEPTHKAJIbHBIC OOPO3JKM HA MOYKAX H
KOXKHBIC BJIABIICHUS HA 3aJHEH TOBEPXHOCTH YIIHBIX PAKOBHH, BHUCIIEPOMETAIHS,
MUTOMETANUsT  KOPbl ~ HAJMOYEYHWKOB W THIODIMKEMHUS.  BolbHBIE  WMEOT
MPEIPACIOIOKEHHOCTh K Pa3BUTHIO AIMOPHOHAIBHBIX OIMYXOJIeH, BKIIo4Yas HedpoodiaacTomy,
pabaoMHOcapKoMy, KapIIMHOMY KOPBI HA/IMIOUYEUHUKOB U TenaTro0IacTomy.

Hawubomnee wactoit popmoit XpoMOCOMHOTO aucOanaHca npu cuHapome bexBura—Bumemana
SIBIIICTCSL  YacTH4yHas TpucoMusi cermeHra 11pl5.5 ¢ agymimkanmedl  OTIOBCKOTO
npoucxokaeHus. Y 20 % OOJBbHBIX BBISIBISCTCS MO3aW4HAs OTIOBCKAs H30MCOMUS
xpomocomsl 11. Pexke pa3Butue cuHipomMa 00yCIOBIECHO SITUTCHETUYECKUMHU HAPYLICHUSMU,
B PE3yJIbTare KOTOPBIX MPOHMCXOIUT MOTEPs UMIPUHTHHTA M, KaK CIICJCTBUE, OnasliebHas
sKkcnpeccus umnpuHTHpoBanHoro rera IGF2. B atom citydae y OOJBHBIX HE BBISBISCTCS
OP/I unu kakue-m1u00 XpOMOCOMHBIC ITEPECTPOUKH.
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-5 Nt 2
JKEHIIUH YCTAHABJIMBAIOTCS pa3jIMuHble TUNbl MeTmnuposanus JIHK B L\ WY

renax KCNQOT1 u H19. AnomanbHbIii WMOPUHTHHT TpPU CHUHAPOME
BekButra-Bunemana  jerde  Bcero - OOHApPYXWUTh INPH  aHAIU3E
metwiupoBanus JIHK B cneumduueckux ywactkax CpG B reHax
KCNQOT1 u H19. ¥ 60% mun c cuagpomom bexButra-Bumemana
00HapyKHBAIOT THUIIOMETHIIMpoBaHue MarepuHckoro amiens KCNQOTI1. vV
npyrux 2-7% OOJBHBIX THUIIEPMETHIMPOBaHUE MarepuHCKoro rema H19
CHIDKACT €ro JKCIPECCHI0, YTO TMPHBOIUT K HM3OBITOYHOH DKCIPECCHU
IGF2. HecootrBercTBytomias dKCIpeccus 000MX pPOMUTEIHCKUX ajliesei
IGF2 mMoxeT 00bSICHUTH U30BITOYHBIN POCT, HAOMIOAACMBIN TIPU CHHAPOME
bexButra-Brunemana. AHAJIOTHYHO CHIDKEHUE SKCIIPECCHU MAaTEPUHCKOU
ko CDKN1C ynansier orpaHndeHne pocTa Iuioja.

Oxka3zaHre moMoIIM JeTsIM C¢ cuHApoMoM bekButra-Bunmemana Bxmrodaer
JIeYeHNE MMEIOLINXCS CUMIITOMOB, HalpUMep Koppekunuio oMdarornene u
THIIOTIIMKEMUH. Makpormioccuss MOXKET MOoTpe0OoBarTh — CreHaTbHBIX
METO/IOB BCKApMJIMBAaHUS WIM 3aHATHH c JjoromenoM. [lpu KpymHBIX
nedekrax OpIONIHOM CTEHKH, aCMMMETPHU JJIMHBI HOT W TIPH IOPOKax
pasBUTHSL TIOYEK MOXKET OKa3aTbCsl HEOOXOOUMBIM XHPYPTHUECKOE
BMEIIATENbCTBO. Eciy  MMeeTcs TUNepKalbIUypus, MOXET OBITh
Ha3HaueHa Teparus, HallpaBJeHHAs HAa YMEHbIIECHHE BbIICICHNUS KaJIbIIH.
BaxHo mnepuomuueckoe oOcCienoBaHHE Ha AMOpPHUOHANBHBIE OITyXOJIH,
MOCKOJIbKY OHM OTJIIMYAIOTCSl OBICTPHIM POCTOM M 3JI0Ka4E€CTBEHHOCTEIO.
Tekymire peKOMEHIAIUH I UCKIIIOUeHUs omyxoieit — Y3U OpromHoi
MOJIOCTH KaXJble 3 Mec. B TeUEHHE MEePBBIX § JIeT KU3HU M M3MEpEeHHe
ceiBopoTodHOro ADII Kaxkapie 6 Hel. B TeUEHHE MEPBBIX HECKOIBKUX JIET
JKU3HU.

© Caters News Agency




TpaH3uTOpHBIN
HEOHATAJIbHBIN CaXapHbIN
nmuabdeT

Yactora Bctpeuaemoctu - 1:300-400 Thic. HOBOpOXKIEHHBIX. BO3HHKaeT BO Bcex
STHUYECKUX TPYIIax, MaJIbuMKA MU JIEBOYKH MOJBEPKEHBI B PaBHOW CTETICHH.
Hacnenyercss  ayTOCOMHO-JOMMHAaHTHO  WJIM  QyTOCOMHO-PELIECCUBHO WU
BO3HMKAET CIOPAIUUECKU.

BriepBrie caxaphslit tuabdet y HoBopoxaeHHoro onucain Kistel B 1852 romy.

TpaH3UTOPHBIM HEOHATANBHBIN caxapHbId AWA0ET SBISETCS PeAKor Qopmoit
[ATOJIOTUH, BBIABISIEMONM HAa IEPBBIX MeECSUAaxX >XU3HU HOBOPOXKICHHOTO. OTO
3a00JIeBaHHE MOXET COYETaThCs C 3aIEPXKKOM BHYTPUYTPOOHOTO pa3BUTHA,
HU3KMM  POCTOM,  MaKpODIOCCHEH W THUICPIIUKEMHEH,  TpeOyromien
HMHCYJIMHOTEPAIINH.

Y 20 % OonbHBIX oOHapyxkeHa oruoBckas OPJl mo xpomocome 6, a Takxke
Oymiukanus paiioHa 6q22-24, naciaenyemas orT ortua. OnucaH mamueHT ¢
HEOHaTaJbHBIM AMA0ETOM, MaKpOIIIOCCUEH U YepenHO-JIHIIEBBIMU aHOMAIUAMHU, Y
KOTOpOro Oblila BBISBIEHA YacTH4YHAs M30[UCOMHS IO CcerMeHry 6q24-qter
OTLIOBCKOTO  IIPOMCXOXKAEHUS, 4YTO  CBHUJETEIBCTBYET O  MUTOTHYECKOU
PEKOMOMHAIMY B TUCTAJIBHOM Y4acTKe JUIMHHOTIO IJIe4a XpOMOCOMBI 6 U HaIWYUU
MMIIPUHTUPOBAHHOIO JIOKYCa B IIPE/ieax JaHHOIO y4acTKa.




e Jletsm ¢  mepcuctupyromuM  HCJl  mokasaHa  3amMecTUTENbHAs

WHCYIIMHOTEPAITHS, KOTOPask JOTIOTHIETCS BHICOKOKAJIOPHIHBIM MTUTAHUEM.
Tepamepruueckas cxema MMOAOMpAcTCS WHAWBHUIYAIbHO IS KaXIOTO
pebeHka Ha OCHOBE YYBCTBUTEIHLHOCTH K MHCYIHHY M YPOBHS IUTIOKO3BI B
KpPOBH. 3aMeCTHTEIbHAS HHCYJIMHOTEPAIHs IOKa3aHa HA TIPOTSHKEHUH BCEH
JKU3HU. Y OOJIBHBIX C TPaH3UTOPHOHM (POpMOIl HEOHATANIBHOTO CaxapHOTO
nuabeta MHCYIMHOTEPAIUs UCIONB3YEeTCsI TOJIBKO MPH BBICOKHX YPOBHSIX
TJIUKEMHH, SKCHUKO3€, BBIPAKCHHOM HApPYyIIEHUH OOIIEro COCTOSHHS,
neduImTe Macchl Tella U ee MeIUICHHOM HaOope. Ha mpoTsikeHnn mepBbix
6-12 MecsmeB MOTPeOHOCTH B CaxapOCHWXKAIOUIMX  Ipenaparax
YMEHBIIIAETCSI, a 3areM TIPOIMAJaeT — HACTYMaeT IOJHAs PEMUCCHUS.
KoHTpoip Hal ypoBHEM TIIFOKO3bI KPOBU M KOPPEKIHS 103 MPEraparoB B
3aBucuMocTH 0T nuHaMuku HCJ[ MOXXeT MpOBOAUTHCS Kaxable 7 AHEH Win
1 pa3 B MecsI y 3HIOKPHUHOJIOTA U MIeANaTpa WIA CEMEHHOTO BpaJa.




