IIpakTruune 3aHATTA 12
EINITEHETUKA. TEHOMHUWUA IMITPUHTUHI

Enireneruka — Hayka, 110 BHBYAa€ CIAAKOBI 3MIiHMU B (eHoTHMl
(30BHITHROMY BUTJISiZI) ab0 B eKcOpecii TeHiB, M0 3yMOBJICHI I1HIIMMH
MeXaHi3MaMH, HDK 3MiHa mociigoBHocTi HykineotuaiB JIHK. Taki 3MiHM MOXYTh
3aJMIIATUCS BUAUMUMHU TPOTATOM JEKUIBKOX KIITHUHHUX TOKOJIHb YM HaBITh
KUIBKOX TIOKOJNIIHb JKMBUX oOprani3miB. 3Mminu B mociigoBHocti JIHK He
BiIOYBalOThCSI, HATOMICTh 1HIII T€HETUYHI (DAaKTOPH 3MYIIYIOTb T€HU BUSBISATH
cebe 1Hakie. Hallkpamym npukiagoM enireHeTUHUX 3MiH JUIsl €yKapioT € MpoIeC
mudepenmianli  kmiTuH. IIportsrom MopdoreHey TOTUIOTEHTHI CTOBOYpPOBI
KJIITAHU CTAlOTh TUTIOPUIOTEHTHUMH KJIITUHHUMU JIIHIAMH €MOpIOHY, SIKI B CBOIO
Yepry CTaloTh MOBHICTIO AU(EPEHIIHOBAHUMH KJIITUHAMU. [HIIMMU clloBaMu, OJHa
3aruTiIHeHA SIMIEKIIITHHA — 3UT0Ta, JUIUThCS W AUGEpPEHIIIOEThCS B Pi3HI BUIU
KJIITUH, K1 HasBHI B XKUBOMY opraHizmi. lle 371HCHIOETBCA TUISIXOM aKTHBAIlil
OJIHMX T'€HIB Ta 1HT10yBaHHS 1HIIIKX.

Bigomi emirenernuni Mexanizmu: MmetuimtoBanHs JIHK; pemopemroBanHs
XpoMaTuHy (METWIIOBAaHHSA, alleTWIIOBAaHHS Ta JICallETUIIIOBAHHS TICTOHIB);
perynsmis Ha piBHi PHK, 30kpema PHK-inTepdepentiis; mnpioHizarlis OLIKiB;
1HAKTHUBAITIST X-XPOMOCOMH.

MetumoBanas JIHK i pemopentoBanHs xpoMmatuHy. OCKUIbKH (DEHOTHID
KJIITUHU a00 OpraHi3mMy B LIJIOMY 3aJIEKUTh Bl TOTO, SIKI TEHH TPAHCKPUOYIOTHCH,
yCHaAKyBaHHS TPAHCKPHUIIIKHOTO CTaTyCy TEHIB MOXE TMPHU3BOJUTH IO
enireHeTHYHUX e(pekTiB. € neKkiyibka piBHIB peryJssili eKcnpecii TeHiB, Nepimui 3
AKUX — pPEMOJIENIOBaHHA XpomaTuny, komiuiekcy JIHK Ta acouiiioBanux 3 Hero
O1JIKIB — TICTOHIB. PeMoiesiioBaHHSI XpOMaTHHY MOKE 1HILIFOBATUCS:

1. ITocTTpancaAIiiHO MOAU(]IKAIIED aMIHOKUCIIOT TICTOHIB, HANPUKIa,
iX METWJIIOBAaHHSM;

2. Moaudikariero ocao JIHK, Hanpukian, METUIIOBAaHHSIM ITUTO3UHY, IO
MPU3BOJUTH JI0 TIOSIBU S-METWIIUTO3UHY.

[TocT-TpaHCKPUIIIHHA PETYAAILis

[HOMI pe3ynbTaT TPAHCKPHUIMINT IreHa MPSMO YU OTMOCEPEIKOBAHO PETYIIOE
aKTUBHICTH TOTO X reHa. Hampuknaa, Hnf4 1 MyoD nmocumooTh TpaHCKPHUIIIIIO
0araTb0X I'€HiB, BIMOBIIHO, NEYIHKU 1 M'A31B, 1 € TPAHCKPUILIHHUMU (PAKTOPAMH.
[HIN enireHeTHYH1 3MIHU PETYJIOIOTHCA MPHU E€KCHpecii PI3HUX CIUIaiic-BapiaHTIB
PHK a6o npu ¢popmyansni asonanuorosux moiekyn PHK (PHK inTepdepeniis).
I{i TeHr 9acTO BMHKAIOTHCS | BUMHUKAIOTHCS 32 JOIOMOTOI0 CUTHAJIIBHUX CHCTEM
KJIITUHY, ane iHoal B cuHuuTii PHK nepenaeThcst Mk KIIITHHAMU HUIIXOM AUQY31i
YH B CKJIa/ll €K30COM.

I'eHoMHU# IMIIPUHTHHT — 1€ SBHIIIE, 1110 TOJIATAE Yy BIIMIHHOCTI €KCTpecii
NEeSIKUX T€HIB B 3aJ€KHOCTI BIJ TOrO, SIKE BOHH MAalOTh IIOXOJKEHHS —
MaTepUHChKE, Yl OaTbKiBChbKe. TOOTO MJII YaCTHMHU TC€HIB aKTUBHOIO € TIUIbKHU
Ko ycmankoBaHa Bim matepi (Hanpuxmanx H19 ta CDKNIC), ana iHmmx —
TUIBKU BiJ Oarbka (Hampukimam IOP-2). ['eHoMHUI IMIPUHTHHT — I1Ie OJHA 13
dbopM HEMEHJIETIBCHKOTO YyCHaJAKyBaHHS, BOHO TOB'SI3aHE 13 EMITCHETHYHUMH
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SBUIIIAMU, TOOTO 3a0e3neuyeTbes MeTwitoBanHsIM JIHK abo moaudikaiiiero 611kiB
TICTOHIB 1 HE CYIIPOBOJIKYETHCS 3MIHOIO MOCIIII0BHOCTI HYKJI€OTUIIB. [ 1]
Haii0inpiie mpukiiaaiB iMIPUHTOBAHUX T'€HIB OyJIO BUSBJIECHO B OpraHI3MiB,
10 MAlOTh TaK 3BaHUM «IUIALICHTAPHUN XapakTep» eMOpPIOHAJBLHOTO PO3BUTKY: Y
IJIAIEHTPAaHUX CCaBIlIB Ta KBITKOBUX pociivH. [IpoTe okpeMi BUNAIKHM 3HANJICHI
TakoX 1 B Komax (cmiapun Ta 1wiogoBoi Mmymiku), Hematon (Caenorhabditis

elegans).

OfHaKOBWIM XapaKTep eKcrnpecii anenis reHy B 04MABoOX HaTbKiB
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[Ipukiann.

1. Cunnpomu Anrenbmana ta [lpagepa-Bimn (Hogatku A, b — mineku ons
O3HAUOMEHHS, GUUMU Yeu mamepiar He nompioHo) — Le NPUKIAIU SBHINA
T€HOMHOI'0 IMIOPUHTUHTY y moauHu. Cunapom I[lpanepa-Bimni nos’si3anuii 3
BIJICYTHICTIO KOHTPOJIO 32 CIHOKMBAHHSIM 1XKi, BHACIIJOK YOT0 XBOpl YacTo
NepeifnalTh 1 XBOPIIOTh OXKUPIHHAM. TakoXk CIOCTEPIraeThCs 3HMKEHHM TOHYC
M'sI31B, CKOJ103, IJABHINEHA COHJIMBICTH, 3HIDKEHA aKTHUBHICTh CTAaTEBHUX 3aJI03
tomo. CunapoMm AHreiabmaHa MNpOSIBISIETbCA Yy CHOBUIBHEHHI (DI3MYHOrO Ta
PO3yMOBOTO PO3BUTKY, MOPYIIEHHI CHY, MPHUCTYIAX, PI3KUX pyXaxX, TAaKOX XBOPI



4acTO YCMIXalOThCs, CMIIOTHCS 1 TOBOJATH ce€0e Tak, Haue€ BOHU 3arajoM LIacJIMBI.
O6uaBa cuUHAPOMM CHpUYUHEH1 jaenemiero y ausHii 15q11ql13. ¥V 1989 pomi
Hikomic ta koneru 3'sicyBanu, mo curapom llpanepa-Bimn BUHHMKae BHACTiIOK
nenerii y 15-11 xpoMocomi 0aTbKIBCHKOT'O MOXOJKEHHS, B TOW Yac SIK CHHIPOM
AHrenbpMaHa — y XpoMOCOM1 MaT€PUHCHKOTO MOXO[KEHHSI.

2. YcnankyBanas reny [OP-2. [Hmmii npukiag TeHOMHOTO IMIIPUHTUHTY —
yCHaJKyBaHHS T€HY 1HCyJiHOmoaiOHoro dakropy pocrty-2 (IOP-2), HeobxigHOTO
JUTSL TIPEHATAIBLHOTO POCTY (MHIII, IO HE EKCTIPECYIOTh IIbOTO T€HY HAPOKYIOTHCS
B/IBIYl MEHIINMH 3a 3BUYaitHUX). 711 (eHOTUITY BaXKJIMBOIO € TUIbKU OaThbKiBChKa
KOITiS IbOI'O T€HY, OCKLJIBKH TUIBKH BOHA TPAaHCKPUOYeThbcA. TakMM YMHOM MU,
10 yCHaJKyBaldu Je(peKkTHUM TeH Bij 0aThbka OyayTh KApJIMKOBHMHM, B TOHM yac sIK
neeKTHU TeH yCHaJKOBaHWW BIJ MarTepl HIAK HE BIUIMBAaTUME Ha pPO3MIp
MOTOMCTBA.

ImnpunTHHr OatbkiBcbkoro reHy IMP-2 3abesneuyerbcsi METUITIOBaHHSIM
JIHK, xou4a 11 Mmoudikariis 3a3BUyaii BUKJIMKAE MPUTHIYCHHS €KCIIpecii MeBHOTO
reHy, B IIbOMY BHIIaJIKy BOHA HaBIIaKM aKTUBYeE ioro. Monudikyerbcs He cam
CTPYKTYpHUH T€H 1 HE HMOro IpOMOTOp, a TaK 3BaHMUM 130JISTOPHUN EJIEMEHT
mo0JIM3y CTPYKTYpHOTo TeHy. J[o 1€l mociiIoBHOCTI B HEMETHIILOBAHOMY CTaH1
npuennyetbess Oimok CTCF, mo mnepemkomkae B3aemomii reny I[DP-2 i3
C€HXAHCEPHOIO MOCIIIOBHICTIO. SIKIIO 130 TOPHUN €IEeMEHT METHJIbOBAHHUMA, TO
Taka KOMYHIKallisl CTa€ MOXJINWBOIO, yepe3 Te, mo npuegHanHs CTCF ne
B1J10yBa€ThCS, BIANOBIAHO ekcnpecis reny IOP-2 Bin0yBaeThCs ay’e aKTUBHO.

Iloacnennsa asuuia 2eHOMHO20 IMRPUHIMUHZY.

JIMmI0iqHICTh BBAXKAETHCS €BOJIOIINHO «BHTITHOIO» O3HAKOIO0, OCKLIBKH B
OpraHi3Mi, 110 Ma€ JIB1 KOIii MEBHOTO I'€HY, BOHU 3aBXJIH «I1ICTPAXOBYIOTh» OJIHA
OJIHy, OTpUMAaBIIU Je(PEeKTHUN T'eH BiJ OJHOro 3 OaTbKIB OCOOMHA BCE 1€ Ma€
IIAaHC HAa HOPMAaJIbHY XUTTEIISJIBHICTh 3aBISKH KOIIi OTpUMAaHIN BIiJ 1HIIOTO.
['enoMHUN IMOPUHTHUHT € (OPMOIO MOHOAJEIBHOI eKCIpecii T'eHiB, 3a KOl
omMcaHa TepeBara JIUIUIOITHOCTI ITOBHICTIO HIBEIOETHCS, a OTXKE II€ SBUIIC
MOBMHHO HAJaBaTH OpraHi3MaMm SIKyChb aJIbTepHATUBHY — 1 CUJIBHIIIY — CEJIEKTUBHY
nepeBary, abo MaTH iHIIE €BOIIOLIMHE MOsICHEHHS. biojoriyHa poibk r€HOMHOTO
IMOPUHTUHTY JI0CI HE 3'sICOBaHa, Ha ii MOSICHEHHsI OyJIO 3alpOIOHOBAHO KUIbKA
rinores.

[linBUIIEHHST  3/IaTHOCTI __JI0 _ €BOJIOLIOHYBaHHA. OjHe 13 TMOACHEHb
010JI0T1YHOT POJII T€HOMHOTO IMIPUHTUHTY MPUIYCKA€E, MO 1€ SBULIE MOXKE
MIJBUIIYBAaTH 3/IaTHICTh OPraHi3MIB €BOJIIOLIOHYBATH. 3aBISKU IMIPUHTUHTY
ajiesib IEBHOT'O T€HY OJIHE a00 KiJbKa MOKOJIIHb MOXKE 3aJIUIIATUCh «B TiH1», TOOTO
30BCIM HE BIUTMBATH Ha ()EHOTHI OpPraHi3My. 3a TaKMX YMOB BiH HE 3a3HAaBaTHME
CEJICKIIITHOTO THUCKY, 1 B HhOMY 3MOKE€ HAKOIMYUTHCH TEeBHA KUTBKICTh MYTAIlii.
ABTOpPHM TINOTE3U BBAXAIOTh, 10 TAaKUM YUMHOM TEMIIM €BOJIOLII MOXYTh
30UIBIIUTHCH, OCKUIBKH 1HKOJIM JUISl IPUCTOCYBAIBLHUX 3MIH HEOOX1/THE TIOE€THAHHS
JBOX 200 O1IBINOT KUTHKOCTI MyTallii, sIKi caMi 1o co01 Oyiu 6 JeTanbHUMHU.

bom6a BnoBinbHEHOi mii seuHmkiB. Bamys3a Ta MeHH 3amporoHyBaiu Ha
MOSICHEHHS T€HOMHOTO IMIPHUHTUHTY TINOTE3Yy, SIKy BOHM Ha3BaJIM «aHIJ. ovarian
time bomb» (OTB) — 0OomO0o0r0 BHOBiLIBHEHOI il S€YHUKIB. 3riTHO 3 MM
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MIIXOJ0M  IMOPUHTUHT TMOKJIMKAHUM 3MEHIIUTH IMOBIPHICTH  3JIOSIKICHOTO
NEepPEPOPKEHHsT KJIITUH 3apOJIKOBOT JIiHIT y KIHOK. |HKOJIM HE3aIuliIHeH1 OOLUTH
MOYMHAIOTh CHOHTAaHHO PO3BUBATUCH, BHACIHIJIOK YOr0 BUHHUKAIOTH SE€YHUKOBI
TEepaTOMH, MPOTE, 3a3BUYAN TaKl MyXJIMHU € BIAHOCHO JOOPOSKICHUMHU, YEpe3 Te,
IO YTBOPEHI KIITUHU HE MOXYTh NU(PEPEHIIIIOBATUCh B 1HBA3UBHUM TPOQoOIacCT.
Jiist po3BuTKy Tpodobiacty HeoOxiaH1 reHu 6atbka. ABTopu OTB BBaxkaroTsh, 110
OCHOBHA POJIb T€HOMHOTO IMIPUHTUHTY — «BUMKHYTH» B OOIIMTAaX TE€HH, IO
BIJIMOBIZIAIOTH 32 PO3BUTOK TPodoOIacTy, MO0 3armo0IirTd yTBOPEHHIO 3JIOSKICHUX
TepatoM. OCKUIBKH y CIEPMAaTo30iAax Il TeHH «YBIMKHYTI», MICIS 3aIUliTHEHHS
3MOe€ BIJI0YBaTUCh HOPMAaJIbHUN PO3BUTOK.

PoaunHa Teopisi FEHOMHOTO IMIPUHTUHTY

HaiiGinbiie BHU3HaHHS Mae Tak 3BaHAa «pOAMHHA Teopis» (aHrid. kinship
theory, uB. TakoXX POAMHHUN 0OIp) ab0 Teopis KOHPIIKTY, KA CTBEPAXKYE, IO
1€ SIBUIIEC € HACIIJKOM «EBOJIIOIIMHOI OUTBU cTaTel». IMIPUHTUHT XapaKTepHUIM
NEepPEeBaXHO IS IMJIALEHTPAHUX CCABI[IB Ta KBITKOBUX POCIUH, IIPU YOMY HOMY
HIJUIATal0Th Y BEJNHMKIM Mipl T€HH HEOOXiAHI sl €MOPIOHAIBHOTO PO3BHUTKY.
[IpunyckaeTbcsi, 1O TeHOM OaThbka OUIBIIE <«3aIlIKaBICHUI» Yy TOMY, 100
eMOPIOHU POCIH BETUKUMH (a/Ke 3 KOKHA 0COOMHA HAMaraeThCs MOIMUPUTH CBOI
TeHH, a BEJUKI 1 37I0pOB1 JAITH MaTUMYyTh OUIbIIIE IIAHCIB HA BYDKWBAHHS), TEHOM
MaTepi OUIbLIE «3alliKaBICHUW» y TOMY, 1100 3apOJKH HE BUPOCTAIM HAATO
BEITUKUMH, 0O 11¢ MOYKE€ HETaTUBHO MO3HAYUTHUCH HA 3I0POB'T camoi camuili. Tomy
B OaTbKIBCHKOMY T€HOMI TI€H, II0 BIAMNOBIJA€ 3a PICT YBIMKHYTHH, a B
MAaTepUHCbKOMY — BUMKHYTHUH][ 1 ].



Honatox A
CunapoM AHreiabmMaHa

Cunapom Anresnsmana (CA) - 3TO Hellpo-cenemuyeckoe 3adonesanue,
XapaKTepHu3yIolleecs HHTEIIEKTYyalbHON U (pU3NUeCcKOl 3aJep KOl pa3BUTHA, HAPYILICHUSIMHU
CHA, MPUCTYIIAMU CYA0POT, PE3KUMHU JIBIXKCHHUSIMU (0OCOOEHHO PYKOIUIECKAHUS), YaCTHIM
OecrpUYUHHBIM CMEXOM WJIU YJIBIOKOH U, Kak mpaBuio, 6onbHbie CA JI0AU, BRITJISAAT OY€Hb
CYACTJIMBBIMU.

CA sBnsieTcs KIIaCCUYECKUM IIPUMEPOM F€HOMHOI'0 MMIIPUHTHUHIA, BEJb OH, KaK MPaBUIIO,
BO3HHMKAET BCIIEACTBUE AeJCeNUH WU UHAKMUGAUUU 2eH06 HA YHACIICIOBAHHON OT MaTtepu
Konuu 15 XpoMocoMbl, B TO BpeMs KaK, IeATEIbHOCTh POJAUTEIHCKON KOITUU
(mocneaoBaTeIbHOCTh KOTOPOU MOXKET ObITh HOPMAJIbHOM), HE BIIMSIET HA MPOIIECC
(GyHKIIMOHUPOBAHUS OpraHU3Ma.

Cectpunckum cungpomom CA mMoxxHO Ha3Bath cunapoM Ilpanepa-Buaiaun, kotopsiii
BO3HUKAET B CBA3H C aHAIOTMYHBIMU Jie(eKTaMu, BO3HUKAIOUIMMH Ha YHACAEIOBAHHBIX OT OTLA
CeHAX ¥ UMIPUHTUHIOM MAaTEPUHCKUX KOMUH.

CA Ha3BaH B 4eCTb OPUTAHCKOTO TeauaTpa, nokropa I'appu Anzenvmana, KOTOPBIA IEPBHIM
onucais cuaapom B 1965 rony. Panee, nns xapakrepuctuku CA HCTIOIB30BANIOCH APYToe,
aIIbTepHATUBHOE Ha3BaHUE - CHHOpom cuacmaueou mapuonemku (happy puppet syndrome),
OJTHAKO CETOJIHs, OPHUIIMATHLHO ATOT TEPMHUH OOJIBIIIEC HE TPUMEHSETCS, IOTOMY YTO OH CUUTACTCS
npeHeOpexxuTenbHbIM. Jltonei ¢ CA uHoraa Ha3bIBaKOT "aneenramu', N3-3a HA3BaHUS CUHAPOMA,
HX MOJIOJIOCTH U CHACTIIMBOIO BUJA.

HUcrtopus

I-p 'appu Anrenbpman, neauatp, KOTOpbIH padotan B Yoppunemon (IpexHee Ha3BaHUE
Jlankarmmp) BriepBbIe COOOITIII O TPEX JAETSIX C 3TUM 3a0osieBaHueM B 1965 oy U IMEHHO OH
Ha3BaJl 3TUX NalMeHTOB «KyKoIbHbIE AETH.

Hcropust MeaULIMHBI ITOJIHA UHTEPECHBIX UCTOPUM O
TOM, Kak ObLI0 00HapykeHo 3aboseBanue. Pacckas o
CHUHJIpOME AHI€JIbMaHa SIBJISIETCS OAHOM U3 TaKUX
HUCTOpHiA. DTO ObLIIa A0COJIOTHAS CITYYaHOCTD, YTO
Ooree copoka siet Hazan (1964 rom) Bpay BCTpETUI B
pasHoe BpeMs TPOUX JIeTe-UHBAINI0B, B CBOECH
OonbHUIE B AHTTIMH. Y HUX OBUIH Pa3UYHBIC
OTKJIOHEHHMS U, Ha MEPBbII B3I, Ka3a10Ch, YTO OHU
MOpa)kKeHbl PA3TUYHBIMU 3200JIEBAHUSMH, OJTHAKO J-P
AHrenbMaH OYYBCTBOBAJI, UTO WX 3a00sIeBaHMe
BO3HUKJIO BCIIEACTBHE OAHOM mpudnHe. [{narno3 Obut
MOCTaBJICH UCKJIIOUUTEIHHO HA OCHOBE KIIMHUYECKUX
IIPOSIBJIEHUH, BE/Ib C TIOMOIIBIO IOCTYIIHBIX
71a00paTOPHBIX UCCIIEIOBaHUM, Bpau HE CMOT TOr'/1a
MPEOCTaBUTh HAYYHBIX JOKA3aTEIbCTB TOTO, YTO 3TU TPOe AeTeil ObLIN OOIBHBI OHOM
6051e3Hb10. IMEeHHO 03TOMY AHrenbMaH, He CHEIINI MyOJIMKOBATh CBOM JIOTAJIKU B
MEJUIMHCKUX XypHaJlax.

Opnako Korza Ha oTAbIxe B MTaauu oH cilydaiiHO YBUJIEJI HAPUCOBAHHYIO MAacjOM KapTUHY B
my3see Castelvecchio B Bepone, noa HazBanueM « Manvuux-wapuonemkay. Ha 3Toi kapTuHe
ObUT N300paKEH MAIbYUK, KOTOPBIA CMESJICS, @ TOT (PAaKT, 4TO €ro MalMeHTHI IIOCTOSHHO Jealu
pe3KHe IBUKEHHUSI, HATOJIKHYJI JOKTOpa AHrelbMaHa Ha MBICIb HAIUCATh CTAThIO O TPOUX JETe
110J1 Ha3BaHueM «/lemu-wapuonemku». KoHeuHO, 3TO Ha3BaHUE HPaBWJIaCh HE BCEM
POIUTEINIAM, HO OHA MO3BOJIMIIA O0BEAUHUTH TPEX MAJIEHBKUX MAIlMEHTOB B OJIHY rpymimy. [To3:xe
Ha3BaHHE OBLIIO M3MEHEHO Ha CHHIPOM AHTreiIbMaHa. JTa cTaThs Obula ormyOinkoBana B 1965


http://vse-pro-geny.com/ru_diseases.html
http://vse-pro-geny.com/ru_dictionary_item_28_letter_%D0%93_1_%D0%93%D0%B5%D0%BD.html
http://vse-pro-geny.com/ru_dictionary_item_10_letter_%D0%9D_1_%D0%9D%D0%B0%D1%81%D0%BB%D0%B5%D0%B4%D1%81%D1%82%D0%B2%D0%B5%D0%BD%D0%BD%D0%BE%D1%81%D1%82%D1%8C.html
http://vse-pro-geny.com/ru_disease_1_syndrom-Pradera-Willi_%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC-%D0%9F%D1%80%D0%B0%D0%B4%D0%B5%D1%80%D0%B0-%D0%92%D0%B8%D0%BB%D0%BB%D0%B8.html
http://vse-pro-geny.com/ru_chromosoma-15.html
http://vse-pro-geny.com/ru_dictionary_item_20_letter_%D0%94_1_%D0%94%D0%B5%D0%BB%D0%B5%D1%86%D0%B8%D1%8F.html
http://vse-pro-geny.com/ru_dictionary_item_45_letter_%D0%93_2_%D0%93%D0%B5%D0%BD%D0%BE%D0%BC%D0%BD%D1%8B%D0%B9-%D0%B8%D0%BC%D0%BF%D1%80%D0%B8%D0%BD%D1%82%D0%B8%D0%BD%D0%B3.html
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200y ¥ TIOCTIe HAaYaJIbHOW YMEPEHHOU 3aMHTEPECOBAHHOCTH, O HEH 3a0bUTH MOUYTH 710 Havasa 80-X
TOJIOB.

[Tozmuue ynomuHanus o 6osie3Hu ctanu nosBiaATbes B CLLIA B Hauane 1980-x. B 1987 rony,
HCCJIEIOBATENN BIEPBBIEC 3aMETWIIN, YTO IPUMEPHO y NMOJIOBUHBI eTell ¢ CA OTCYTCTBYET
MaJIeHbKHUIl y4acTok 15 XpoMocoMBbl (YacTUUHAS JeNenns JUIMHHOTO mieda 15 XpoMocoMbl

15q).

PacnpocTpaneHHOCTH

XOTsl pacpOCTPaHEHHOCTh CUHAPOMa AHTreJIbMaHa Ha CETrO/IHS JOCTOBEPHO HEM3BECTHO,
OJTHAKO €CTh HEKOTOPHIE MPeIBAPUTEIIbHbIC OLIEHKU KOJIMUYECTBa 00IbHBIX. JIyuIias qocTymHas
nH(OpMaIMs OCHOBBIBAIOTCS HA UCCIIEOBAaHUY JCTEH MIKOJILHOTO Bo3pacTa (6-13 met) [lIBenmn
n Jlanuuu, rae cMHApOM AHreiabMaHa JUarHOCTUPOBANIHM 3a 8-JIETHUH MEpUOJ]l IPUMEPHO y
45000 nereit. IlIBeackoe uccnenoBanue nokaszano, CA Bcrpedaercss npuMepHo y 1 yenoBeka Ha
20000, B TO BpeMs Kak IOKa3aTelb UCCIIEI0BaHMs IPOBEAECHHOTO B JlaHNU COCTaBUII IPUMEPHO
1 venoseka Ha 10000.

IHaTodusunonorus

Cunapom AHrenbmaHa BO3HHUKAET BCIEACTBUE NOMEPU HOPMATbHLIX MAMEPUHCKUX KONULL
2eH06 B oTipeielieHHoM obmactu 15 xpomocoMebl. Yarre BCero 3To MpoUCXOIUT MyTeM JeIeITUN
CerMeHTa 3TOi XpOMOcoMbl. J[pyruMu NpuYMHAMHU BOSHUKHOBEHHUS 3a00JI€BaHUs MOTYT OBITh
00HOOMYOBCKASL OUCOMUSL, MPAHCIOKAYU NN MYTAIUS 00HO20 2eHd 8 MOl 061acmu.

OO0bIUHO, 37TOPOBBIM YEOBEK MOJIyYaeT JBE KOMUHU 15 XpOMOCOMBI, OJJHY OT MaTepH, APYTryIo
ot otua. OxgHako, 001aCcTh ITOW XPOMOCOMBI, KOTOPast SIBJISETCS OUYEHb BaXXHOU JJIs CHHApPOMA
AHresnpMaHa, JKCIpPeccHsi MATEPUHCKUX U OTLIOBCKUX KOMHM F€HOB OYE€Hb OTINYAETCA. JTO
CBSI3aHO C 2eHOEPHBIM INULEHEMUYECKUX UMNPUHMUHSOM, OUOXUMUYECKUM MEXAHUSMOM
memunuposanua JHK. ¥V 310poBoro 4enoBeka, 3KCIpeccusi MaTEPUHCKOMN AJLI1eIH - CUJIBHEE,
TOTJa KaK OTIIOBCKasl ajulesb IIOYTH He mposiBisieTcs. Eciu xxe mamepunckue xonuu 2eHos -
yZaJeHbl WIA MyTHUPOBaHbI, TO 3TO BBI3BIBAET MOSIBIICHUE CUHOpOMa AHzenbmana (eciu
BCJIE/ICTBUE aHAJIIOTMYHBIX MEXaHU3MOB HOMEPSHA OMYOBCKAS KONUsL, TO 3TO BbI3BIBAET
cunopom Ilpaoepa-Bunnu). CiiegyeT OTMETUTD, YTO TECT HA METUIMPOBAHUE, KOTOPBIH
MIPOBOJIUTCS VISl AMATHOCTUKU cuHIIpoMa AHrenbMana (deghexkm UBE3A) Ha camoM Jiene
Hanpa.JieH Ha ouck cocegHero reHa SNRPN (koTopslil KMeeT MpOTHBOIIOJIOKHBIN XapakTep
METHJIUPOBAHMUS).

CunzapoM AHrenbMaHa MOXKET TakKe ObITh PEe3yJIbTaTOM MYTAIlMH OJTHOTO T'eHa. DTOT I'eH
(UBE3A), yyactBytolero B Metadosin3mMe yOUKBUTHHA) IPUCYTCTBYET Ha 000MX KOIUSIX
XpOMOCOM (Ha pOIUTENHCKOW U Ha MATEPUHCKOM), HO €ro JIHCTBHE OTIMYAETCs OT Impoliecca
Memunupoeanua (MmupuHTHHTA). MHaKkTHBaIMs oTrioBcKoi konuu reHa UBE3A npoucxonut B
MO3re (B eunnoxkamne u Mo3gceyxe), TOra Kak MaTepHHCKas ajiellb IOYTH BCETa OCTAeTCs
AKTHBHOM.

Haubonee pacnpocmpanennvim cenemuieckum 0egekmom, KOTOPbIi MPUBOAUT K MOSBICHUIO
cUHApOMa AHrelbMaHa, IBIsETCS: deneyus 4Mb (meza) mamepuHncKkoil KOnRUU XpoOMOCOMHOU
oonacmu 15q11-13, koTOpas BbI3bIBAET OTCYTCTBHUE 3KCIpeccuu poautenbckoi konnn UBE3A
B Mo3re. UBE3A konupyer aesrenbHocTh E6-AP yOUKBUTHH JUrasbl, KOTOpas O4€Hb
TIIATEJILHO BBIOMpAET ero cyOcTpaTsl. Ml MMEHHO BBIsSIBICHUE YeThIpex cyocTpaTtoB E6-AP
MTO3BOJIUJIO HECKOJIBKO MOHSTH BO3MOYKHBIE MOJIEKYJISIPHbIE MEXaHU3MBI, JIEKaIlle B OCHOBE
BO3HUKHOBEHUS CUH/IPOMA AHI€JIbMaHa.

HauanpHble uccnenoBanusi, KOTOpbIe MPOBOJSATCS C MOMOIIBIO MBIIIEH, Y KOTOPBIX
OTCYTCTBYET 3KcIpeccusi MarepuHckoil konuu rena UBE3A, oOHapyxuiu cepbe3Hble
OMKIOHEHUA 8 0eAMENIbHOCIU 2URNOKAMAA, KOTOPbIe HApYIIAOT Mpoiiecc (GOpMUPOBAHUS
namsTy. B yacTHOCTH, HAOMIOIAI0TCS OTKIIOHEHHUS B TIapaIurMax 00y4eHusi, 0COOCHHO B TeX
nporeccax, KOTOpble 3aBUCAT OT JEATEIIbHOCTH TMIIIOKaMIIa - KOHAULIMOHUPOBAHUE CTPAXOM.


http://vse-pro-geny.com/ru_dictionary_item_29_letter_%D0%90_1_%D0%90%D0%BB%D0%BB%D0%B5%D0%BB%D0%B8.html
http://vse-pro-geny.com/ru_dictionary_item_14_letter_%D0%94_1_%D0%94%D0%B5%D0%B7%D0%BE%D0%BA%D1%81%D0%B8%D1%80%D0%B8%D0%B1%D0%BE%D0%BD%D1%83%D0%BA%D0%BB%D0%B5%D0%B8%D0%BD%D0%BE%D0%B2%D0%B0%D1%8F-%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D0%B0.html
http://vse-pro-geny.com/ru_dictionary_item_66_letter_%D0%AD_1_%D0%AD%D0%BA%D1%81%D0%BF%D1%80%D0%B5%D1%81%D1%81%D0%B8%D1%8F-%D0%B3%D0%B5%D0%BD%D0%BE%D0%B2.html
http://vse-pro-geny.com/ru_dictionary_item_53_letter_%D0%9C_2_%D0%9C%D1%83%D1%82%D0%B0%D1%86%D0%B8%D1%8F.html
http://vse-pro-geny.com/ru_dictionary_item_52_letter_%D0%A5_1_%D0%A5%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%B0.html
http://vse-pro-geny.com/ru_chromosoma-15.html

Kpome Toro, nckyccTBeHHOE MoiAepKaHke TOJITOCPOYHON CHHANTHYECKON TNIAaCTUYIHOCTH
rurnmnokamma B oosnactu CA1 Hapymaer ¢pynkunonupoBanue Ube3a-/ - y mplmieid. 1o
MO3BOJISICT 00ECTICUNTH CBSA3b MEX/Ty NCKYCCTBEHHON CHHANTHYECKOH IIaCTHYHOCTBIO
THITIOKaMIIa ¥ GOPMHUPOBAHHEM TUIIIOKAMIT-3aBUCUMOI AMSITH B €CTECTBCHHBIX YCIOBUSX, U
MOJIEKYJIIPHOM NPUPOJIE CHHIPOMa AHrelIbMaHa.
KimmHnueckue npusHaku

Hike onmcansl xapakmepHule 0151 CuHOpoMa AHzeenbMana KIUHUYecKue XapaKxmepucmuky 1
4acToTa MX PAacIpOCTPAHEHHOCTH CPear OOIbHBIX:

1. Xapaxmepnuwl ona eécex (100%):

- TshKenas (pyHKIMOHAJIbHAS 33]IeP)KKa Pa3BUTHA;

- HapyIlIeHUe peueBbIX PYHKUIUH (ITOJTHOE OTCYTCTBHE WIM MUHUMAIbHOE HCIIOIb30BAHNE
sI3bIKA); HeBepOAIbHbIC HABBIKU PAa3BUTHI JIYUIIE, YeM BepOaIbHbIC;

- paccTpoiCTBO MOTOPHBIX (DYHKIMI (HAPYLICHUS ABMKCHHS, PABHOBECHS ), KaK MPABHIIO,
aTaKCHs XO/bl ¥ (WIH) APO’KaHWE KOHCUHOCTEH;

- MOBEJICHYECKHE OTKJIIOHEHHS: COYETAHNE YaCTOTO OECIIPUUMHHOTO cMexa (YJIBIOKH),
CYACTIIMBOTO COCTOSHUS, JIETKOW BO30YIMMOCTH, YaCTOT'O XJIOMAHbBS B JIQJIOIIH, THIIEPMOTOPHOTO
IIOBCACHUA, HI/ISKI/If/’I ypOBeHB KOHI_IGHTpaI_[I/II/I BHUMAaHUSL.

2. Yacmoie yepmot (xapaxmepnul 601ee uem 011 80% 601bHbIX):

- 33/Iep>KKa, HETIPOIIOPLIMOHAILHOE YBEITUUYEHUE OKPYKHOCTH T'OJIOBBI, KOTOPOE, KaK MPaBUJIO,
MPUBOAUT K BOBHUKHOBEHUIO MHKpouedaanu (a0COIIOTHOW UM OTHOCUTEILHOI) 10 BO3pacTa
2 JeT;


http://vse-pro-geny.com/ru_dictionary_item_63_letter_%D0%9C_1_%D0%9C%D0%B8%D0%BA%D1%80%D0%BE%D1%86%D0%B5%D1%84%D0%B0%D0%BB%D0%B8%D1%8F.html

- IPUCTYIIBI CYAOPOT, KOTOPbIE OOBIYHO MOSBIIAIOTCS B BO3pACTe MEHEE TPEX JIET;
- aHOMaJIbHbIE pe3ybTaTel DOI (eKTposHIIeaTorpaMmbl), XapaKTepHONH 0COOEHHOCTHIO
KOTOPBIX SBJsIETCS OOJIbIIasi aMILTUTY/1a U HU3Kasi BpeMEHHasl JUHAMKKA BOJIH.

3. Ceazannvle xapaxkmepucmukxu (xapaxkmephute 011 20 - 80% 6016HbIX):
- KOCOTJIa3Hue;

- TUTIONTUTMEHTAITUS KOXH U TJIa3,;

- HapylIeHUe KOHTPOJIS HaJ JIBHXKCHHUSIMU SI3bIKA, TPYIHOCTH IIPU COCAHUU U TJIOTAHUU;
- TUTIEPAKTUBHBIC CYXOKUITbHBIE pe(IICKCHI;

- po0JIeMbl C MUTAaHUEM B PAaHHEM JETCTBE;

- TIOJTHATHI, COTHYTHI BO BPEMSI IIIECTBUS PYKH;

- BBIIBUHYTA HUXKHSS YEJIOCTD;

- TIOBBINIICHHAS! YYBCTBUTEIHHOCTD K TETLTY;

- IUPOKUN POT, IMHUPOKHA UHTEPBATl MEXY 3y0amu;

- HapyIIeHUE CHa;

- 4aCThI€ CIIFOHOTEUEHUS, BHICYHYTHIH SI3BIK;

- TIOCTOSTHHOE YKEJIaHHUE THTh;

- YCUJICHHBIE JKeBaTEJIbHbIC JBUKEHUS;

- TIJI0CKast 3aThLUIOK;

- TTIaJKUeE JaJI0HU.

Heiipodusuonorus

OnmHoit 13 HanboJee MPUMEYaTeIIbHBIX 0COOCHHOCTEH CHHIpoMa AHTelIbMaHa SBJISICTCS €T0
namocHOMOHUYecKue Heupoguzuonocuyeckue xapakmepucmuxu. INeKTposHIIedaTorpamma
(D3T") mpu 5TOM paccTpoicTBe, 0OueHb oTiImuaeTcst oT D1 3mopoBeIx moae. st 6onpHBIX CA
pacrpoCTpaHEHHBIMU SIBIISIIOTCS Mpu paznuynslx pesyavmamet III. 3auactyro Ha
ANEKTpOIHIIe(aTTOrpaMMe MOSBIISIFOTCSI OY€HD BEJIOAMITIUTYIHBIE PUTMBI ¢ YacToTo# 2 -3 ',
KPYIMHEUIITUMH SIBJISIFOTCS] OTKJIOHEHUS B TIpepoHTaNBHOM 30He. CrenyronumM Hanbomnee
pacripoCTpaHECHHBIM HAPYIIICHHEM SIBIISICTCS CHMMETPUYCCKHIA BUCOKOBOJIBTAXKHBIA PHTM
gactoToit 4-6 I'i. TpeThst xapakTepHas kKapTuHa, 3-6 ['I] akTUBHOCTH YepeyeTCsi C OCTPHIMU
MMMKOBBIMH BOJTHAMU B 3aTHIJIOUHBIX OTJENIAX, U CBSA3AH C 3aKPHITHEM TJIa3.

[Ipuctynsl cMexa, HUKaK He BIUSIOT Ha D3I U paccMaTpuBarOTCs, HCKITFOUYUTEIHHO KaK

TaKue, KOTOpble HE NMEOT HUKAKOro OTHOIIEHHS K D01,

JleueHue u yxon

Ha cerogus omcymcemeyiom oocmynnusvie 3¢pgpexmuenvie 1ekapcmea st IPEOA0TICHUS
CUHJApOoMa Amnreirpmana. To ecTb Bce MCTOBI JICYHCHUS HAllpaBJICHBI HAa TOAJACPIKAHUC
HOPMAJTBHOT'O COCTOSTHUS OOJBHOTO U SBJISIETCS, TPEUMYIIECTBEHHO, CUMIITOMAaTHYeCKUMU. Tak,
INUIEnCUI0 MOKHO KOHTPOJIUPOBATH C MOMOIIBIO OJHOTO MJIM HECKOJIBKUX TUIIOB
MIPOTUBOCYJOPOKHBIX JieKapcTB. OHAKO, PU ONPEIETICHUU TUIIOB IPOTUBOCYAOPOKHBIX
nmpenapaTroB, KOTOPbIC H€06XOJII/IMI)I JJI1 CUMIITOMA, BOSHUKAIOT OMPECACIICHHBIC TPYAHOCTH,
KOTOpBIE OOBIYHO CBSI3aHBI C HATMYHEM HECKOJIBKHUX THIIOB MPUCTYIIOB CYAOPOT, a HE OJTHOTO,
KaK Mpu OOBIYHOM 31mienicui. MHorue 60JbHbIe YIOTPEOISIOT Mel1amoHuH, Ui Ty4IIero CHa,
BE€Jlb PACCTPOMCTBO YacTO BIMAET UMEHHO Ha Ipoliecc CHa. MHOTHe JIt0IU ¢ CUHIPOMOM
AHrenpMaHa crsT He 6ojee 5 4acoB B A€Hb. [l NONAEPKKU, CTUMYJISILIUA HOPMAAbHOU
Padomsl KunieuHuKa 9acTo UCTIONB3YIOTCS MATKHE cabuTenbHbIE CPECTBA, a OCYIICCTBICHUE
duzuomepanuu Ha paHHel CTauU MO3BOJIAET NOAEPKATh PYHKIIMOHAIBHOCTH CYCTaBOB.

Bonbabie CA, Kak MpaBuiio, JFOU, KOTOPbIE HMEIOT CYACTIUBBIN BHUJI, OHU JTFOOSIT OOMIATHCS C
JOABMU U UT'PaTh B Pa3HBIC UT'PHI. OHHaKO, YCTAHOBJICHUC CBA3U C APYTHUMU JIFOAbMU, O6H.[CHI/IC
C HIMH MOXXET CHaudaja ObITh HECKOJIBKO TPYIHBIM, HO, TOCKONBKY aeTu ¢ CA mocTeneHHO
Pa3BUBAIOTCA, Y HUX BO3SHUKACT OHpGJIGJ'ICHHBIfI XapaKkTep, MOABIAIOTCA pa3HBIC CIIOCOOHOCTH U
MX HAYUHAIOT JIyYllle [IOHUMATh JPYTUE JTIOIU.



B wactHOCTH, TFO/IM C CHHAPOMOM AHTEIbMaHa OYeHb YacTO MPUMEHSIOT HegepoaibHble
cpeocmea odugenus, 11 TOro, YTo ObI KOMIEHCUPOBATh OIPaHUUYEHHbBIE BOBMOKHOCTH PEYH.
YacTo, Bpaun OTMEYAIOT, YTO WX MOHUMAHHUE Pa3BUTO ropa3ao OoJbIie, 4eM
KOMMYHHUKAIIMOHHBIE CIIOCOOHOCTU. BOMBIIMHCTBO OONBHBIX, TPUMEHSIOT, KaK MPaBUIIO, JIUIIb
10-15 cnoB, ecnu BOOOIIIEe pa3roBapuBacT.

[Ipuctymel cynopor u GeCIpUYUHHBIN CMEX TaKXkKe SBISIOTCS MOCISICTBUSIMH Pa3BUTHSA
3aboneBanus. Axkrep Koaun @appenn, aprop Han Pankun (1an Rankin), npogeccronanbHbIi
6eticoonuct /[rite Xendepcon v npodeccuonanbhblii Xokkeuct Humep Mak /laghgh nveror
ceiHOBel ¢ CA.

IIporuo3s

TspKecTb CHMITOMOB, BO3HUKAIOIIUX MIPU CHHJIpOME AHTelIbMaHa, OTIIMYAIOTCS B KaX/I0M
KOHKPETHOM ciydae. HekoTopeie nroau, ¢ eckoil hopmoti cunopoma Aneenvbmana, iMErOT
O0JIBIION CITOBAPHBIM 3aM1ac U BBICOKYIO CTETIEHb CaMOKOHTpoud. OHako Xo01p0a 1
MCIIOJIb30BaHUS IPOCTHIX SI3BIKOBBIX 3HAKOB MOXKET IMOCTPaJaTh 3HAUUTEIHHO CUIIbHEE.

PanHee Hauan0 ¥ NOCTOSIHHOE NIPOBEACHNUE pu3uomepanuu (KOTOpas HampasicHa HA
pa3BUTHE TOYHBIX JIBM)KEHUH) U KOMMYHHMKAIIMOHHBIX CBOMCTB (SI3bIKH), KaK IOJIararoT,
UCCIJIEI0BATENH, 3HAUUTENIBHO YJIydIIaeT IPOTHO3 (KOTHUTUBHOIO U PEYEBOTO PA3BUTHSA) IS
6ompHBIX CA.

Kpowme toro, cunraercs, 4To oNnpeaeacHHbI TeHETUUECKUIT MEXaHU3M, JIEXKAIIUNA B OCHOBE
paccTpoiicTBa, KOppelIupyeT ¢ OOIIMM NMPOTHO30M JUIsl TOTepreBIero. Tak, Mmymayuu 6 2eHe
UBE3A, cB3aHHBI C HAUMEHbUIUM 8TIUAHUEM DOIE3HU HA OP2AHU3M, A KpYNHble Oeneyuu 15
Xpomocomsl - Xyxce enuaiom na 6oavnvix CA.

Knunuueckue npusnaku cuaapoma AHrenbMaHa ¢ BO3pacToM MeHsAiomcs. B yacTHOCTH,
peke BCTpeyaroTcs TaKue MPOsBICHUS, KaK TUIIEPaKTUBHOCTD U TUI0XOM CoH. [Ipuctymnsl
CYZIOpOT, TOXE BCTPEUAIOTCS PEXKe UM BOOOIIE PEeKpalatoTcs, paBHO Kak 1 aHoManuu D3I,
JlJis CHUKEHHS YacTOThl BOSHUKHOBEHHUS Cy/I0pOT, Bpaul PEKOMEHIYIOT YIIOTPeOIATh
CIELIMAJIbHBIE JIEKAPCTBEHHBIE Mpenapathl. Takke cleyeT OTMETUTh TO, YTO YAaCTOTa U TSKECTh
MPUCTYIIOB CYAOPOT YaCTO BIUSET HA MPOLIECC TOJIOBOIO CO3PEBAHUS JIeBOUEK, 00JIbHBIX CA,
9TO BIMSHHUE TOJIBKO KPaTKOCPOYHOE. UepThl JHla MEHSAIOTCS HE CYLIECTBEHHO, OJJHAKO MHOTHE
B3pociibie ¢ CA BBITTIAIAT OYEHb MOJIOJIBIMU IS CBOETO BO3pPAaCTa.

ITosoBo€E co3peBaHNe U MEHCTpyalllsl HAUMHAETCS] B HOpMaJIbHOM Bo3pacte. [lonoBoe
pa3BUTHE, KaK CUYMTAIOT BpauH, CYIIECTBEHHO HE HAPYIIAeTCsl, O YeEM CBUJIETEIIbCTBYET
M3BECTHBIN CTy4aii )KEeHIIHUHbBI ¢ CHHIPOMOM AHrelbMaHa, KOTopas pojuiia pebeHKa )KeHCKOTo
110J1a, TAK)Ke OOJILHOTO 3TUM CHHJIPOMOM.

VY GonbmHcTBa naneHToB ¢ CA HabironaeTcs Hedepycanue moyu. CuHIpoM AHrelbMaHa -
3TO HE HeMpoiereHepaTUBHBIA CUHAPOM, TO €CTh €r0 MPOSBICHUS MOXKHO YMEHBIIUTh, €CIIU
MIPOBOJIUTH HEOOXOAUMOE JICUCHHE.

Jyis GONBHBIX CHUHIPOMOM AHrelbMaHa ClelyeT BEIOMpaTh OJeXK Ty 0€3 MOJIHUN U KHOTIOK,
BE€JIb TOJIBKO B TAKOM CJIy4ae OHU CMOTYT OJETHCSI CAMU. BOJIBIIMHCTBO B3POCIIBIX MOTYT €CTh
HOKOM HJIU JIO)KKOM U BUJIKOM, a TaK)Ke MOTYT HAYYHUTHCSI BBITIOJIHATE IPOCTYIO JTOMAIIHIOKO
paborty.

Obwee cocmosnue 300p08bsi NOCTATOYHO XOPOIIEE, NPOOOIHCUMENLHOCNb HCUSHU - CPETHSS.
XapaxmepHhbvie npoodiemsl, BOSHUKAIOUTUE Y 63pociblx 6obHbIx CA 3T10: odicuperue (6onplie y
KEHILIUH), YCKOpeHHOe npocpeccuposanue ckoauo3a (€ciiv oH MPUCYTCTBYET). JIacKOBBIi
XapakTep, KOTOPBIN SABJISETCS OYECHb MOJOKHUTEIbHON YepTOol Al MaJICHbKHX JETEH, MOXKET
MMETh HE OYE€Hb XOPOIIHUE MOCIEICTBUS BO B3POCION KHU3HU, OJHAKO 3Ty MPOOIEMY MOKHO
PELIUTh, OKPYKUB OOJIBHBIX 100poXkKenaTeaIbHON aTMocdepoit 1 0becreunB COOTBETCTBYIOLIEE
JICYEeHUE U YXO/I.
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Jonarok b
Cunapom Ilpagepa-Bii

Cunapom [Mpanepa-Bunium (cokpawenno CIIB) - 3T0 peakoe reHeTudeckoe 3abojieBaHue,
MIPU KOTOPOM CEMb F€HOB (MJIM HEKOTOphIE UX YacTH) Ha 15 oTioBckoit xpomocome (Q 11-13) -
yAaleHbl WK HOPMAaJIbHO He GYHKIIMOHUPYIOT (HapUMep, MPH YaCTUYHOH JIeelnu
xpomocombl 15Q). BriepBeie pacctpoiicTBo 06110 onucano B 1956 200y Aunpea [lpanepom u
I'eapuxom Bummm, Anekcuc Jlabxapt, Duapro 3uriiepom u ['Buyio ®aHkoHU.

CIIB Bctpeuaetcs y 1 uenoeka Ha 25000-10000 HOBOpOX1eHHBIX. OU€Hb BaXKHO TOMHUT,
YTO TE€HEeTUYECKHUI MaTepHrall, KOTOPbIH BIMSIET HA pa3BUTHE 3a001eBaHUs - OTHOBCKUU. [loTomy
4TO AJ1s1 3TOM o0nactu 15 XpoMOCcOMBI XapaKTEpHO SIBJICHUE UMIIPUHTHUHIA. A 3TO 3HAYUT, YTO y
HEKOTOPBIX T€HOB 3TOTO PErHOHa TOJIBKO OJ[HA KOMHUA reHa (PyHKIMOHUPYET HOPMAJIbHO, Yepes
UMIIPUHTHUHI.

B renax, Boi3piBaronux pazsutue CIIB komus rena, kotopas Oblia mojyueHa ot oTua -
(YHKIMOHUPYET, B TO BpeMs KaKk MaTepUHCKas - HET. DTO O3HAYAEeT, UTO B TO BPEMs Kak
OOJIBIIMHCTBO JIFOJICH UMEIOT OAHY Padouyr0 KOMHIO 3TUX T€HOB, JItou ¢ cunapomom [Ipanepa-
Buwinu ve umerot 3Toit konuu. Ha cerognst u3BecTHO 0AHO 3a001€BaHre, KOTOPOE HA3BIBAIOT
«cecTpuHCKOW» Oone3nbto cuHapoma [Ipanepa Bum - 370 cuHApOM AHreabMaHa, pu
KOTOPOM MYTAIIUM MTOABEPTacTCsl MATEPUHCKUI N'€HETHUYECKUI MaTepHrall aHAIOTHYHOTO
TeHETUYECKOTO PEerruoHa.

[Ipu3HaKku U CUMNITOMBI 3200J1€BaAHUSI

Kiaunuyeckue 0CO0EHHOCTH U TPU3HAKHU
Xonm u ap. (1993) onuceiBarOT T€ CUMIITOMBI U IPU3HAKHU, HAJTMYUE KOTOPBIX MO3BOJISET
MOCTAaBUTH IMPEIBAPUTENbHBIN Tuarnos - curjapoM [panepa-Buinm, naxe eciau onu OyayT
MIPUCYTCTBOBATH HE BCE:
Buympuympoéusie npuznaxu:
* CHIDKEHHME aKTUBHOCTH JBUKEHUS TIJI0/1A;
* HeHOopMalibHOE TOJIOKEHHE TII0/1a;
* MHoroBojHe (Ype3MepHOe KOJTMIECTBO aMHHOTHYECKON KHUIKOCTH).
Ilpusnaku npu posycoenuu:
* SlroguuHoe mpeasekaHue IIoAa WK POXKICHHS C TIOMOIIBIO KecapeBa CEYCHUS;
* Jleraprus;
* ['unoToHUS,
TpyanocTu npu KopMiaeHUH (U3-3a TUIOXOTO MBIIIEYHOTO TOHYCa, KOTOPBIH BIKSET Ha
cocaTenbHBIN peduiekc);
* TpyAHOCTH TIPH IbIXaHUU;
* I'umoroHain3m.
Ilpusnaku ¢ pannem oemcmee:
* 3ameprkka pU3MIecKoro pa3BUTHS (TMPOIOIDKAIOTCS TPYIHOCTH MPU KOPMIICHHH);
* 3amepiKKa HHTEIJIEKTYallbHOTO Pa3BUTHS,
* bpicTpast yTOMIIIEMOCTh (Upe3MepHasi COHJIMBOCTD);
* Kocornasue;
* Cronno3 (4acTo He MPOSBISAETCS MPU POKICHUN).
Ilpusnaku 6 demcmee:
* 3ajepKKa pa3BUTHS PEUEBBIX HABBIKOB;
* Tlnoxas pusmdeckasi KOOpIUHAIHS;
* T'uniepdarus (mepeeganne) B Bo3pacte oT 2 - § IeT;
* UpesmepHOe yBeIHMUEHHUE BeCa;
* Hapymienue cHa;
* CKOJIMO3.


http://vse-pro-geny.com/ru_dictionary_item_53_letter_%D0%9C_2_%D0%9C%D1%83%D1%82%D0%B0%D1%86%D0%B8%D1%8F.html
http://vse-pro-geny.com/ru_dictionary_item_43_letter_%D0%AD_1_%D0%AD%D0%BD%D0%B3%D0%B5%D0%BB%D1%8C%D0%BC%D0%B0%D0%BD%D0%B0-%D1%81%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC.html
http://vse-pro-geny.com/ru_dictionary_item_28_letter_%D0%93_1_%D0%93%D0%B5%D0%BD.html
http://vse-pro-geny.com/ru_dictionary_item_45_letter_%D0%93_2_%D0%93%D0%B5%D0%BD%D0%BE%D0%BC%D0%BD%D1%8B%D0%B9-%D0%B8%D0%BC%D0%BF%D1%80%D0%B8%D0%BD%D1%82%D0%B8%D0%BD%D0%B3.html
http://vse-pro-geny.com/ru_chromosoma-15.html
http://vse-pro-geny.com/ru_dictionary_item_28_letter_%D0%93_1_%D0%93%D0%B5%D0%BD.html
http://vse-pro-geny.com/ru_diseases.html
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Ilpusnaku é noopocmkogom gospacme:
* 3azeprkka MOJI0OBOTO CO3PEBAHMUS;
* Huskwuii pocr;
* OkupeHue;
* AHOMaJIbHAsi THOKOCTD.

Ilpusnaxu npu cosepuwennoiemuu:
* becruioaue (My>KUYUHBI U )KESHILUHBI);
* ['umoroHaau3M;
* J)Kunkue 100KOBBIE BOJIOCH,
* OKkupeHue;
* I'unoroHus;
* TpyaHOCTH TTpH 00yYeHUH / OTpaHUYECHHBIE UHTEIUIEKTYalbHbIe (PYHKIMH (HO B HEKOTOPBIX
CIIy4asix YpPOBEHb MHTEJJIEKTA MOKET ObITh CPEIHMIA);
* TToBBINIEHHAS] CKIIOHHOCTH K Pa3BUTHUIO CaXapHOTo quabera;
* AHoMaJbHast THOKOCT.

Oouwgue eneuwtnue npusHaKu (014 63pPOCivix):
* BOJNBIION 1 MUPOKUI HOC;
* MasneHbKHe pyKU U HOTU C Y3€HbKUMHU TNajbliaMy;
* UyBcTBUTENBHAS KOXa (JIETKO TMOSIBIISIIOTCS] CHHSIKH);
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* VI30bITOYHBIC )KUPOBBIE OTII0KEHHSI, 0OCOOCHHO B IICHTPAIBLHOM YacTH Tea;
* BbICOKHIA, y3KHii 7100;

* MuHAaneBUIHBIC T1a3a ¢ TOHKUMHU, OTYIICHHBIMU BEKaMH;

* Koxa 1 BOJIOCBI CBETJIEE, YEM Y BCEX JIPYTUX YJICHOB CEMbH;

* HapymieHne HOpMaibHOTO TTOJIOBOTO Pa3BHTHSI.

* Jlepmatunomanus (skin picking);

* TlosiBIIeHUE PACTAKEK;

* 3azeprkka MOTOPHOTO Pa3BUTHS.

Helipo-KOrHUTHBHBIE OTKJIOHEHUS

VY moneit ¢ CI1B BO3HUKAIOT TPYIHOCTH MPU 00YYEHUH U ITPU KOHLEHTPALUHU BHUMAHUSI.
Kypgp u @pum (Curfs and Frym) (1992) uzydanu pa3nudHbIe CTETIEHH YMCTBEHHBIX OTKJIOHEHHMA
(v TpyIHOCTEH, BO3HUKAIOUINX ITPpU 00ydeHun) cpeau ul, 6onbHbIX CIIB. Pe3ynpraThl nx
UCCIIEIOBaHMS OBUIH CIIETYIOLIUMU:

* 5%: OonbHBIX uMeroT 1Q BbImie 85 (HU3KUI CpelHUN YPOBEHb MHTEIIEKTA);
*27%: 1Q 70 - 85 (rpaHuila HHTEIJICKTYaTbHON NESTEIHHOCTH);

*39%: 1Q 50 - 70 (He3HauUMTENHbHAS YMCTBEHHAS! OTCTAJIOCTh);

*27%: 1Q 35 - 50 (yMepeHHast yMCTBEHHAsI OTCTANIOCTh);

*1%: 1Q 20 - 35 (TsKenas yMCTBEHHAs: OTCTAJIOCTh);

* <1%: 1Q <20 (rmybokast yMCTBEHHAsI OTCTAIOCTb).

Keccuou (Cassidy) o6napy»xkun, uro 40% mur ¢ cuaapomom Ilpanepa-Buiiam umMeroT ypoBeHb
MHTEIJIEKTA HECKOJIBKO HI)KE CPETHETO WIIM HAXOJUTCS Ha TPAaHU MHTEJUIEKTYaIbHbBIX
CIOCOOHOCTEH, Kak BUAMM, 3Ta LMdpa HecKoabKo Hike AaHHbIX Kypda u @puma (Curfs and
Frym) (32%). OgHako GOJMBIIMHCTBO MCCIEAOBAHNN MTOKA3bIBACT, YTO MOIABISIONICE
koruecTBo Jroei (50-65%) 3To Te, KTO UMEIOT HE3HAUUTENIbHYIO0 YMCTBEHHYIO OTCTaJIOCTh -
UX MHTEJUIEKTyaJIbHbII YPOBEHb MO’KHO Ha3BaTh IIEPEXOJHBIM U T€ YPOBEHb HHTEIJIEKTYaJIbHOTO
Pa3BUTHSL KOTOPBIX HECKOJBKO HIKE CPEJTHETO.

Hetu ¢ CIIB uMeIoT HECKOJIBKO HEOOBIYHBIH KOTHUTHBHBIHN MPO(MiIb. Y HUX YacTO XOPOIIO
Pa3BUTO BU3yaJIbHOE BOCIIPUSITHE, B T.4. OHU XOPOLIO YUTAIOT U UMEIOT OOTaThIil CIIOBapHBIi
3amac, 0JIHaKO UX peueBble CIOCOOHOCTH (KOTOpPbIE HHOT/Ia HApyIIAKOTCS U3-32
TUIEepHAa3aIbHOCTHU (HapyILIEHUE Ir0JI0ca)), CYIIECTBEHHO YCTYNAa0T UX TIOHUMAaHHUIO.

CnyxoBas ¥ nocienoBareiabHas 00padoTka HHPOPMALIMK HAXOJUTCS Ha TOCTATOYHO HU3KOM
YpOBHE, paBHO KaK CIIOCOOHOCTH K MaTeMAaTUYECKUM JAUCHUILIMHAM U MUCHbMY. Y OOJIbHBIX
yXyJIIIeHA 3pUTENIbHAS U CIIyX0Bask KpaTKOCPOUYHAsl MaMsATh U 3BYKOBasi KOHIICHTpalUs
BHHUMaHus. MHOr1a, ypoBeHb pa3BUTHS C BO3PACTOM YJIyUIIaeTCs, OJHAKO AeULIUT
MHTEJUIEKTYaJIbHBIX CIOCOOHOCTEH B 3THX 00JIACTSX BCE PaBHO HAOMIOIAeTCS.

IToBenenueckue paccTpoiicTBa

Cunpapowm IIpanepa-Busninum yacTo cBA3aH ¢ aHOMAJIbHBIM MOBBIIIIEHUEM allIETUTA U YaCcTO
MIPUBOJIUT K MATOJIOTHUECKOMY OXHpeHHI0. Ha cerofHs He CyIiecTByeT eIMHOr0 MHEHHUS
OTHOCHUTCJIIbHO NIPUYHUH BOSHUKHOBCHHA 3TOTO0 CHUHAPOMA, XOTA TCHCTUUCCKHUEC HAPYIICHUA B &
XpoMocoMe MOTYT HapyLUTh HOpMalIbHOE (DYHKIIMOHUPOBAHUE cunomanamyca. Beuny toro,
4TO THInoTaIaMycC pEeryjmpyet MHOIru€ OCHOBHBIC IIPOICCChI, B TOM YHCJIC U aAIllICTUT, €TO
MOBPEXICHUE MOXKET OBITh BIIOJIHE PEAIbHOM MPUYMHOM MOSIBICHUS BBIIICYKa3aHHOTO
CHUMIITOMA. O)IHaKO IIpU MATOJOTOAHATOMHUYCCKOM HUCCIICAOBAHNN HUKAKUX MOp(bOJ'IOFI/I'-IeCKI/IX
M3MEHEHUH B CTPYKType TUIIOTalaMyca, KOTOpble MOTJIM Obl BHI3BAaTh TAKOE HAPYIICHUE,
oOHapyKeHO He ObLIO.

JIunia, nopaxennsle cuHpomoM Ilpanepa-Bumim, MMer0T NOBBILICHHBIN YPOBEHb peiuna B
opranu3me. Kak cunraroT y4eHble, UMEHHO JTO BEIIECTBO UTPAET HETIOCPEIACTBEHHYIO POJIh B
MOBBIIIICHUH alllIeTUTa, runepdaruy 1 gaapHeineM oxxupenun. Keccuau cuurai, uyto
HCO6X0)II/IMO YCTKO pasrpaHUuvdrTh NOBCACHYCCKNEC ITPOTrHO3bI 1 BOCCTAHOBJICHUEC


http://vse-pro-geny.com/ru_chromosoma-15.html
http://vse-pro-geny.com/ru_chromosoma-15.html
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MHTEJJIEKTYaJbHBIX CIOCOOHOCTEN U CO3/AaTh OTEIbHBIN KOMIUIEKC PETYJISIPHBIX IPOLEAYD, U1
Ka)KJIOM TPYIIIbl HAPYIICHUMN.

OcHOBHbIE ICUXHYECKHE paccCTpoiicTBa, Bo3HUKatomue y 0onbHbIX CIIB - 310
KOMITYJIbCUBHOE TOBEJIEHHE, (KOTOPOE OOBIUHO MPOSIBISIETCS B BUE HOOEPIUCAHUA 3A KOJICY
(skin-picking) v TOBBIIIEHHON TPEBOKHOCTH), ICUXUATPUUYECKUE CUMIITOMBI, HAlIpUMeEp, TaKue
KaK FaJuIIOLIMHALINY, [TApAHOWs U JETPECCHs], KOTOPbIE MOT'YT BO3HUKATh NPUMEPHO B 5-10%
00IbHBIX MOJOABIX JoJeH. [Icuxuarpudeckue v MoBeACHYECKHE IPOOIEMBI SBIISIOTCS
HaunOoJee yacToi npuuuHOi rocnutanuzanuu 6oasHbIX ¢ CIIB.

JHAOKPHHHBbIC HAPYIICHHSA

Ectp Heckonpko acniektoB CIIB, mo3Bossrommx moATBEPIUTh KOHIICTIIHIO AehHUIIMTa TOPMOHA
pocta y nuil ¢ cuaapomoM llpanepa-Bumiu. Bo nepBbix, OosbHBIE JIFOH, 0OBIYHO UMEIOT
HU3KUN POCT U CTPAIAIOT OKUPEHUEM ITPH AHOMAJIBHOM CTPOCHHH TENA, T.€. Y HUX MOHUKEHHOE
coJiepKaHue CBOOOIHOM KUPOBOW Macchl, HOHMKEHHBIA ypoBeHb LBM 1 ymeHbIieH o01uii
00BbEM M3PACXOJOBAaHHON YHEPTHH U MOHMKEHHAS TUIOTHOCTh KOCTHON TKaHHU.

Jlia CIIB, xapakTepHOU 4epToil siBisieTcs: rTunoroHaansM. OH NposiBisieTcs: B BUJE
HEOIYIICHUS SUYEK Yy MY>KUUH U MOSABICHUS 100pOKaueCTBEHHOM Mpexk/1eBpeMEHHON aJpeHapxe
y JkeHIIMH. CEMEHHUKN MOTYT OIIyCTUTBCS CO BPEMEHEM, UJIH 3TOT HEJJOCTATOK MOYKHO
WCTIPABUTH XUPYPrUYECKO onepanuen Wik OCyIIeCTBICHUEM 3aMECTUTEIIBHON Tepanuu
TECTOCTEPOHOM. AZIpEHapXe MOXKHO JIEYUTh, UCIIOJIB3YSI METO/IbI 3aMECTUTEIILHON
TOPMOHAJIBHOM TE€paIuu.

I'eneruka

CIIB BrI3bIBacTCS Aesenueil poauTeNbCKOW KOITMN UMIPUHTUPOBAaHHBIX SINRPN reHa Manoro
sJIepHOro puOoHyKIenpoTenHoBoro nojaunentuaa N u reHa necdin, KOTOpbIH HAXOAUTCS PSIIOM
¢ knactepamu MPHK: SNORD64, SNORD107, SNORD108 u nymst konusimu SNORD109, 29
konueit SNORD116 (HBII-85) u 48 konueit SNORD115 (HBII -52). Onu pacnonosxens! Ha 15
xpomocome B perrone 15q11-13. 3to tak Ha3piBaeMblii PWS/AS pernoH MoxeT ObITh TOTEPSH
B pe3yJibTaTe JIEHCTBUS OJJHOTO U3 HECKOJIbKUX N'€HETHUYECKUX MEXaHU3MOB B OOJIBIIMHCTBE
clly4aeB uepe3 MyTaluu. [Ipyrue MeHee paciipoCTpaHEHHbIE MEXaHU3Mbl BKIIIOUAIOT:
VHUOMYOBCKYI0 oucomuto (uniparental disomy), cayuaiinvie mymayuu, XxpomMocomHbvie
MPAHCIOKAYUU U OeNleyull 2eHa.

W3-3a neficTBUS UMIPUHTHHIA, aKTUBHOCTH KOIUH BBIIIEYKa3aHHBIX T€HOB, KOTOPbIE ObLIH
YHACJIeJOBaHbI OT MaTepH OUYEHb HU3Kas (WM BOOOIE OTCYTCTBYET), TO €CTh BBIPAKEHBI TOJIBKO
ponutenbckue Kkonuu reHos. CIIB BO3HMKaET B pe3ynbTaTe NOTEPH aKTUBHOCTU POJIUTEIBCKON
KOIIMY 3TOT0 peruoHa. Eciu fnenenun npoucxoaT B 3TOM JK€ PETMOHE Ha MAaTEPUHCKON
XpOMoOCOMe, TO 3TO MPUBOJUT K BOBHUKHOBEHUIO CHHApPOoMa AHrejabmana. Cunapom [panepa-
Bunnu n cuazpoM AHrenbMaHa - 3TO NEPBbIE OMMCAHHBIE CIIydau HapyIlIEHUs Ipolecca
UMIIPUHTHHTA YeJI0BeKa.

Puck poxxaenus 601bHOTO pebeHKa B CEMbE, I YK€ €CTh OJUH OOJIbHOM MOTOMOK, 3aBUCUT
OT FEHETUYECKOTO MEXaHU3Ma, KOTOPBIN BBI3BAJI pACCTPOUCTBO. BEpOATHOCTH pOXKACHUS
6osbHOTO pedeHka cocTaBisieT MeHee 1%, eciu y Hero HabJIoJaeTcs Aeelns TeHa il
YHHUOTIIOBCKasl JUCOMUS, €CIIN JK€ Y peOeHKa MyTalusi peruoHa, AJisi KOTOPOro XapaKTepHO
SBJICHUE UMIIPUHTHHIA, TO 3Ta BEPOSITHOCTB Bo3pacTaeT 10 50%, B ciryyae NOosSBICHUS
XPOMOCOMHBIX TPaHCIIOKAIlMH, pUCK BOSHUKHOBEHUS OOJIE3HU Y CIIEIyIOIIETro peOeHKa
coctaBiseT 25%. /{1t TMarHOCTUKY BCEX M3BECTHBIX MEXaHU3MOB, BO3MOXHO MCIIOJIb30BAHUE_
IPEHATAJIBLHOI0 TeCTUPOBAHMS.

WccnenoBanus, NpoBOUMBIE C YUYaCTHEM I'PYI JIFOJIEH U T€, KOTOPBIE OCYIIECTBISUINCH Ha
MOJICJISIX MBIIIeH, moka3anu, uyto yaanenue 29 xonuit C/D box snoRNA SNORD116 (HBII-85)
SBJIAETCS OCHOBHOM NPUUYMHOM BO3HMKHOBEHU cuHapoma lIpanepa-Bun.



http://vse-pro-geny.com/ru_Prenatalna-diagnostyka.html
http://vse-pro-geny.com/ru_Prenatalna-diagnostyka.html
http://vse-pro-geny.com/ru_disease_1_Syndrom-Angelmana_%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC-%D0%90%D0%BD%D0%B3%D0%B5%D0%BB%D1%8C%D0%BC%D0%B0%D0%BD%D0%B0.html
http://vse-pro-geny.com/ru_chromosoma.html
http://vse-pro-geny.com/ru_dictionary_item_28_letter_%D0%93_1_%D0%93%D0%B5%D0%BD.html
http://vse-pro-geny.com/ru_dictionary_item_15_letter_%D0%A0_1_%D0%A0%D0%B8%D0%B1%D0%BE%D0%BD%D1%83%D0%BA%D0%BB%D0%B5%D0%B8%D0%BD%D0%BE%D0%B2%D0%B0%D1%8F-%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D0%B0.html
http://vse-pro-geny.com/ru_dictionary_item_20_letter_%D0%94_1_%D0%94%D0%B5%D0%BB%D0%B5%D1%86%D0%B8%D1%8F.html
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JAmnarnocruka

CIIB Bo3nukaet npumepHo y 1 yenoseka u3 10000-25000 nHoBopoxkaeHHBIX. Bo Bcem mMupe Ha
ceroaus ecth 6osee 400000 uenoBek, kotopsie kuBYT ¢ CIIB. Kak yxe Ob110 cka3zaHo, 3TO
3a00JIeBaHNe TPAJUIIMOHHO XapaKTepU3yeTCcsl TUIIOTOHKEH, HEOOIBIIUM POCTOM, Tunepdarvei,
OKMPEHHEM, TIOBEJIEHYECKUMU MpobaemMamMu. Y JIMII ¢ ITUM PacCTPOMCTBOM MalIeHbKHE PYKH U
HOTH, 1151 HUX XapaKTEPEeH FMIONOHAU3M U JIETKas yMCTBEHHAsl OTCTAJIOCTb.

OpHako ecny JUarHoCTHUPOBaTh JaHHOE 3a00JIeBaHNE HA paHHEM JTalle U HayaTh €ro JIeYeHHeE,
TO MPOTHO3 Pa3BUTHS 3a00JIeBaHUs cTaHOBUTCS Oosiee onTuMucTuyHbIM. CIIB, paBHO Kak
ayTH3M - 3TO 3a00JIeBaHie, KOTOPOE UMEET OUEHb IIUPOKHM CTIEKTP MPOSBICHUM U PU3HAKOB.
Teuenue 601€3HM OTIAMYAETCS B KQXKJIOM OTJCIIBHOM CIIydae M MOKET BapbHUpPOBATHCS OT JIETKOU
(GOpMBI 10 TSXKEJOM, KOTOpas MPOrpeccupyeT B TeueHue Beel sKU3HM yesnoBeka. CUHIpOM
IIpanepa-Buiinm BinsieT Ha pa3audHbIE OPTaHbl U CUCTEMBI.

OO6b1yHO AuarHo3 cunapoM Ilpanepa-Buiin craBUTCsS Ha OCHOBaHUM KIIMHUYECKUX
nposiBiieHui. OJTHAKO CETOIHS BCE YalllE UCIONIb3YETCs FEHETUUECKOE TECTUPOBAHUE, KOTOPOE
0COOCHHO PEKOMEHAYETCS JIsi HOBOPOXKACHHBIX C TUIIOTOHUEH. PaHHSS IHarHOCTHKA O3BOJISET
ocyecTBIATh panHee eueHne CIIB. Jlns nereit ¢ cCMHHIPOMOM pEKOMEHAYIOTCS €KETHEBHBIE
UHDBEKIUHN PEKOMOUHanmunozo 2opmona pocma (GH). ComatoTponuH (cOMaTOTPOIHBIM TOPMOH
runodusa) NoJAEep>KUBaET MOCTOSHHOE YBEIMYCHNUE MBIIIIEYHON MAacChl U MOXKET YMEHBIINUTh
anmneTuT OOJIBHOTO.

OCHOBOIi AMArHOCTUKH PacCTPOICTBA, KaK y>Ke ObIJIO CKa3aHO, SBJISIETCS TeHETUYECKOe
TECTUPOBAHUE, KOTOPOE MOXKeET npoBoauThes MmetoaoM JHK-MetunupoBanusi, 1uist BbISIBICHUS
TOT0, IPUCYTCTBYET JIn Ha XpoMocome 15q11-q13 HopManbHO PYHKIIMOHUPYIOIIUI PETHOH,
OTKJIOHEHHSI B KOTOPOM MPUBOJAT K MOsBIEHUIO CUHIpoMOB [Ipanepa-Bumiu u Anrensmana.
Takas mpoBepka MMo3BOJISET BBIBUTH Oojiee 97% manueHToB. Takoe TecTUpoBaHUE HEOOXOMMO
OCYIIECTBIIATH JJISl TOr0, 4T0OBI NoATBEpAUTh AuarHo3 CIIB, ocobeHHO y HOBOPOKIEHHBIX
(BeIlb OHU ellle 0YeHb MaJICHbKHE, YTOOBI MOKHO OBLIO MPOBEPUTH UX CLIOCOOHOCTH,
MO3BOJIAIOIINE AUATHOCTUPOBATH 00JIE3HB MO KIIMHUYECKUM MPOSIBICHUSM).

[TockonbKy npu poXkACHUN MJaIeHIEB ¢ cUHApoMoM lIpanepa-Buiuim BO3HHKaIOT HEKOTOpHIE
TPYJIHOCTH, TO CJIEYET IOMHUTD, YTO BPOXKICHHBIE TPABMBbI U KUCIOPOJIHOE IOJI0JJAHUE MOTYT
OCJIOKHUTh T€HETUUECKHE HEJOCTAaTKH, B pe3yibTare artunuaHoro CIIB.

JAuddepennnanbHass TMATHOCTHKA

Yacro, cunapowm IIpagepa-Buinu HenpaBuiibHO AMarHoctupyercs. [IpuanHoi 3Toro gaBisercs
TO, YTO MHOTHE Bpauu He 3Ha0T 00 3TOM cuHIpome. MHora ero cunraroT cMHapoMoM JlayHa,
ITIOTOMY YTO 3TO pacCTPOUCTBO BeTpeyaeTcs ropasno vame CIIB. Kpome Toro, xapakTepHoe 1uis
CIIB oxupeHus, MOXET IPUCYTCTBOBATh TAK)KE MPU cUHApoMe JayHa uepe3 NoBeeHUECKHE
POOJIEMBI.

[Ipo6nem noGasiseT u TOT (HaKT, YTO POAUTEINH JETEH, KOTOPbIE YK€ OCYIIECTBISIIN
TECTUPOBAHUS JJIs AMATHOCTUKM cuHapoma [Ipanepa-Bumim, MoryTt paccka3aTh Apy3bsM, CEMbE
U JlaXkKe BpauaM M MEJUIIUHCKUM CECTpaMm, YTo UX peOCHOK UMeeT CUHApoM JlayHa, TOTOMY 4TO
00 3TOM paccTpoiicTBe 3HAIOT OosbIe monei. Cunrtaercs, 9to okosno 75% CIIB ocraroTcs He
BBISIBJICHHBIMU.

Jleuenue
Jlst neuenust CIIB Ha ceromus HeT HUKaKuX 3G (EKTUBHBIX JIeKapcTB. Psit nmpenapartos,
HAIPAaBIEHHBIX Ha MPEOJI0JIEHUE CUMIITOMOB 3a00JIeBaHMsI ceiiuac HaAXOATCS HA CTaUU
pa3zpabotku. B neTcTBe, 60IBHBIC JTHUIIA JOJDKHBI TIPOUTH JICUCHHE, KOTOPOE OBl TOMOTJIO
yIIy4IIUTh TOHYC MBI, O4deHb BaxkHa Gu3norepanus. B reueHne yueOHOro roua, 601bpHbIE
JIETH JIOJDKHBI TTOJTyYaTh JOMOTHUTEIBHYIO TIOMOIIb, a MPOIECC O0YUYECHHSI T0THKEH ObITh OUEHb
ruOkumM. HanGomnbiien mpobiemoii, cesizanHoi ¢ CIIB ecTs cepbe3Hoe oxkupeHue.


http://vse-pro-geny.com/ru_dictionary_item_14_letter_%D0%94_1_%D0%94%D0%B5%D0%B7%D0%BE%D0%BA%D1%81%D0%B8%D1%80%D0%B8%D0%B1%D0%BE%D0%BD%D1%83%D0%BA%D0%BB%D0%B5%D0%B8%D0%BD%D0%BE%D0%B2%D0%B0%D1%8F-%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D0%B0.html
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N3-3a TSHKEIIOT0 0KUPEHUS, PACTIPOCTPAHEHHBIM OCIIOKHEHUEM SIBIIIETCS OOCTPYKTUBHOE aITHOD
CHa, UIMEHHO MO3TOMY, YacCTO HEOOXOAMMBIM MOKET ObITh ucnonb3oBanne CHIIAIT
(MHAMBUAYATEHOTO MEIUITMHCKOTO anmapara Jyisi aBTOMaTH3UPOBAHHON ITUTETHLHOM
BCIIOMOTATeNbHOW MHTPaHA3IbHON BEHTHIISAIINY JIETKUX MIOCTOSTHHBIM TOJIOKUTEIbHBIM
JTABJICHUEM ).

OO01recTBO M KYJIbTYpa

Brepssie my6nuunas nadopmarus o cunapome [panepa-Bum nossunack B OpUTaHCKUX
CMMU B utone 2007 rona, koraa teneBu3noHHbIN kKaHain Channel 4 mokasan nmporpamMmy moj
Ha3BanueM Can't Stop Eating («He Mory npekpatuth ecTb»), B KOTOPOW ONHCHIBATIOCH
€XXEeHEBHYI0 *KU3Hb BYX denoBek n3 CIIB - /Ixo u Tamapsl.

Axtpuca u HeBposior Mauma bsnuk Hanmcana nuccepranuto o cuaapome Ipanepa-Bumnm moist
MoJTy4YeHUs: KanauaaTckou crenenu B 2008 roay



