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Yupexxgenne paspaborunk: ['bY3 «Hayuno-npaxTidecknit 1eHTp
IeTCKOI IICMXOHEBpOIOrum» JlemapraMeHTa 34paBOOXpaHEHNSI TOPOZA
MockBbL.

CocraBuremn: fupexrop I'bY3 «Hay4yHo-npakTudecknit eHTp HeT-
CKOJI IICUXOHEeBPONIOrny» JlemapTaMeHTa 3ApaBoOXpaHeHNsA ropoga Mo-
CKBBI, JJOKTOp MefUIVHCKUX Hayk, nmpodeccop T.T. bareimesa; Bpau
- reHeTuk I'bY3 «Hay4Ho-mpakTuyeckuil IeHTp eTCKOI IICUXOHEBPO-
norum» JlemapraMeHTa 34paBOOXpaHEHUs ropofia MOCKBbBI, KaHAUAAT
meguuyHCKKX HayK O. b. Konpakosa., 3amMecTuTesnp fupeKTopa 1o Ha-
yuHoit pabore I'BY3 «HayuHo-npakTideckuii eHTp AeTCKOI IICUXOHEB-
ponorumn» JlenapraMeHTa 3[paBOOXpaHeHN:A ropofia MOCKBBI, KaHOUAT
MeguumHcKux Hayk O. B. KBacosa.

PemeH3eHT: [OKTOp MENUIMHCKMX HayK, Ipodeccop, 3aBefylo-
muit Kageapoit MegUIMHCKOM reHeTky [lepBoro MoCKOBCKOro rocy-
NapCTBEHHOTO MeIMIMHCKOro yHusepcurera umeHu V.M. CedeHoBa
A.I0.AcaHoB.

HasnaueHnne: 111 IeTCKUX HEBPOJIOTOB, NIEANATPOB, ICUXOTEpAIIeB-
TOB, Bpadell OTHEIEHUIT MEAVLIVHCKON peaémnMTauMM, MOJLPOCTKOBBIX
TepaIeBTOB.

JlaHHBII JOKYMEHT SB/IAETCS COOCTBEHHOCTHIO [lemapramMenTa 3ipa-
BOOXpaHeHMs ropoa MOCKBBI, He ITOJIeXXUT TUPKMPOBAHNIO U pacpo-
CTpaHeHNIo 6e3 COOTBETCTBYIOLIETO paspelleHNsl.



BBEOEHUE

HacrenctBenHble 3a60/1eBaHNsI BCTPEYAIOTCS B IIPaKTHKe Bpadeil BCeX Clie-
uanbHOCTell. JlonmA Hac/lefCTBEHHON IaTONOTUMU COCTAB/AET 3HAYUTENbHYIO
YacTb B CTPYKType AETCKOIl 3a00/IeBaeMOCTH, CMEPTHOCTI ¥ VHBAIMIHOCTIL.
ITo manHBIM BO3, 5-7% HOBOPOXKAEHHBIX MMEIOT Pa3IMIHYIO HACTEICTBEHHYIO
IIATO/IOTHIO. BpoXk/IeHHBIe aHOMA/INY Pa3BUTUA 3aHMMAIOT [IEPBOE MECTO CPenn
IpUYMH BeTCKO MHBaMgHOCT. B Poccun exxerogno poxxpaercsa okomno 30 ThiC.
JieTell C BpOXK/IeHHBIMM HAC/IeNCTBEHHBIMI 3a00/IeBaHMAMY, cpefyt HuX oT 70 1o
75% MHBaNMUAbL. Bpo>kaeHHbIe ¥ HACTIEHCTBEHHbIE OOMe3HI COCTABIIAIOT 25% 1
3aHJMMAIOT BTOPOE MeCTO Cpey IJIAaBHBIX IPUYMH CMepTU feTell 1o 1 ropa.

HacnencrBeHHas aTONMOTYsA XapaKTepU3YeTCsA HEKOTOPBIMY CHeIMpuuecKm-
MM TIpU3HAKaMU, KOTOpble HeOOGXOAMMO 3HATh Bpady 0001t CLIenNaabHOCTIL: Ce-
MEJTHBIM XapaKTePOM 3a00/IeBaHNIT, XPOHMUECKUM, IPOTPEAUEHTHBIM PeLVIaN-
BUPYIOIUM TeUeHMeM, HaIM4IMeM CIelu(uuecKux CMMITOMOB HaCTeACTBEHHON
IIATOJIOTYM, IIOTIMOPTaHHOCTBIO MTOPaXKEHNs, BPOXKICHHbIM XapaKTepoM 3aboe-
BaHIsI U PE3UCTEHTHOCTHIO K Hanbosiee pacrpoCTpaHEHHbIM CXeMaM TePATINL.

HacencTBeHHBIMM ABJIAIOTCA 3a00/IeBaHNUA, BBI3BaHHbIE MyTanuaAMu. My-
TAI[UM MOTYT OBITh TEHOMHBIMM, XPOMOCOMHBIMI VIV T€HHBIMIL.

JIMarHoCTiKa HaC/IeNCTBEHHbIX 0O/Ie3Hell OCHOBaHA Ha [JAHHBIX KIMHUYECKOTO
OCMOTPA, K/IMHIKO-TeHeaIorn4ecKoro uccienoBanst (COop poFOCIOBHOI) 1 pe3y/ib-
TaTax 1abopaTOPHbIX MccmenoBanmil. KnyHudeckumMy mpusHakaMyt HaCIeiCTBEHHBIX
3a00/IeBaHMIT SIBIIAIOTCST BPOYKIIEHHbIE TIOPOKY Pa3BUTHS (OO/IbIIIie AaHOMAINY pa3-
BUTIST) Y MaJIble aHOMATUN PasBUTHS (CTUTMBI IUCOMOPUOTeHe3a, MUKPOIPU3HAKIA).

Mayble anomamu pasButyisi (MAP) Bo3HMKAIOT Ha CTafiMu IUCTOreHe3a U
SBJISAIOTCS HeCTelupUIecKuMM MpU3HAKaMM HAPYIIEHHOTO 3MOPMOHATBHOTO
MopdoreHesa, KOTOpble 06YC/IOB/IEHbI HAaC/TeNCTBEHHOI TATOJIOTHEN], TEPATOTeH-
HBIM BO3JIe/ICTBYEM UMM ABJIAIOTCA CTy4allHBIMU OTK/IOHEHUAMU B PasBUTHUINL.
OHUI MOTYT BO3HMKATb IIPAKTUYECKI BO BCEX OpraHax, HO IIPY IMATHOCTYKe Ha-
CJIe[ICTBEHHBIX 0O/e3Hell, KaK IIPaBIIO, aHAM3UPYIOT CTUTMBI AUCIMOpMOTe-
Hesa, BBIsB/IsIeMble TPV BHELITHEM OCMOTpPe OOJIBHOTO.

CrefiyeT yunThIBaTh OOllee KOMMYECTBO MA/IBIX aHOMaauil pasButus (B
HOpMe [I0 5), X XapakTep u criennpudecKue COUeTaHus, a TAK>Ke HaIlMOHAb-
HYIO [IPMHAJIOKHOCTb 00CIenyeMoro mamyeHTa. HekoTopble cTUTMBI [U39M-
OpuoreHesa MMEIOT BO3PACTHYIO AMHAMUKY I IIpeTepIIeBAIOT 3HAYUTEIbHBIE U3~
MeHEeHMsI [T0 Mepe POCTa U PasBUTHS pebeHKa.

[Tpn kmaccuduKanmy ManbIX aHOMaINil pa3BUTHUS BBIJE/SIOT a/IbTepHATUB-
Hble (IpeaypuKy/sipHble QUCTY/bL, KPBUIOBUIHBIE CKIA/IKN), 3MEPUTETbHbIE
(rurmoTenopusM I71a3, apaxHOJAKTIINS) U OIVCaTeNIbHbIE (CTPYKTYpa BOJIOC).

B tabnuiie 1 npencrasneHs! Hanbonee 4acTo BeTpeydaromyecs MAP.

Bpoxxpenusiit mopok passutus (BIIP) - ato Mopdonornyeckuit edekT op-
raHa, BBIXOAIIMIT 32 IIPefieTbl BapuaIuil ero HOpMaJTbHOTO CTPOEHNA M IpH-
BOAAINMIT K HapyureHnto ¢yukun. BIIP - ciefcTBue HapyLIeHHOTO OpraHore-
Hesa. BpoxJieHHbIe TOPOKM PasBUTHA — 9TO TeTepOreHHas IpyIia aHOMasuii, K
BO3HMKHOBEHMIO KOTOPBIX NPUBOJAT KaK TeHeTHYecKye HapyIleHNus, TaK U He-
OmaronpusaTHbie paKTOPBI BHELIHEI CPefbL.



Yacrora BIIP cpemy HOBOPOXXJEHHBIX COCTABIIAET 2-3 %, a 4aCTOTa IIOPOKOB, BbI-
sIB/IIEMBIX B 6071ee O3THME CPOKI, ocTuraeT 5%. BITP mpencTaB/isoT 3SHaYUTEIbHYIO
HpoO6/IeMy IS 3IpaBOOXPaHEeHNIs, TaK KaK BHOCAT CYIIIeCTBEHHBIIT BK/IAJ B CTPYKTYPY
metckoit (15-20 %), nepuHatanbHolt (15-20%) 1 MTafeHYecKoi cMepTHOCTH (25%).

Cy1iecTByeT HeCKO/IbKO KTaccyyKaIii BpOXKIeHHBIX IOPOKOB pa3Buti. Kmac-
cuuKaIpis, OCHOBaHHAs Ha STUOIOTMYECKOM IIPVHIIIIE, BK/IIOYAET XPOMOCOMHBIE
Hapyenust (25%), rennsie MyTauym (20%), TeparoreHHsle (8%), My/nbTU(aKTOPU-
aJIbHBIe TIOPOKY pasBuTys (32%) BpOXKIeHHbIE IOPOKM PasBUTIA HEYCTaHOB/IEHHOI
atuonoruu (15%). K TepaToreHHbIM (akTopaM OTHOCATCS JIeKapCTBEHHbIE Ipenapa-
ThI (H/p TeTPaLMK/IMHBI), 6uonorudeckyie $GakTophl (BUPYC KPacHYXM, IIMTOMETajIo-
BUpYC) U apyrye. Mymbrudakropuanbable BITP BbI3BaHBI COBMECTHBIM JIEIICTBIEM
HAC/IE[ICTBEHHBIX 1 9K30T€HHBIX (PaKTOPOB, IIPUUeM HYVI OfVH U3 HIX OT/E/IbHO He 5IB-
nstetcs mpudKHoit mopoka. Kimaccndukarmsa BIIP mo MexaHn3MaM BO3HMKHOBEHMS
BK/TIOYaeT Ma/IbOpMaLy, AU3PYILNY, AedopMarvi 1 JUCIIIa3nIL.

ITo mposBneHNAM BbIfENA0T usonupoanHbie BIIP - mopokn ogHoro op-
raHa (meeKT MeXIIpefCepIHOI IIePEerOPONKI CepAilia, areHe3usA MO3ONUCTOrO
Teja), CUCTEMHbIE — IOPOKM B IIpefiesiax ofHou cuctemsl opranos (BIIP ITHC),
MHOYXeCTBEHHbIE BPO>KJeHHbIE IIOPOKM Pa3BUTHUs — IIOPOKH, BbIAB/IIEMbIE OfJHO-
BPEMEHHO B [IBYX U Oojlee crucTeMax (cepredHo-cocynucroit, nonosoir, KKT).

Ta6nuna 1. Hanbonee yacto Bcrpevarousmecs
MaJjible aHOMAJINV Pa3sBUTHA.

TonoBa BeicTymaromuii 106, BBICTYIIAIOMNII/ IIOCKWIT 3aThIIOK, FOJIVXO-
u Gpaxwiedasyist, HUSKMIL/BBICOKMIT POCT BOJIOC Ha 16y

I'nmasa ONMKaHT, MOHTOIOMHbIN/aHTMOHT O/IONTHbIN Paspes3 IIa3HbIX
1[erIelt, TUIlep- 1 TUIIOTEI0OPU3M IIa3HBIX Iertelt, 6medapodumos,
rony6ble CKIepBl, TeTeKaHT

Bonocsr | Imnep- u runoTprxos, cMHOGPU3, aHOMa/TbHbII 3aBUTOK, HUSKUIT
pOCT BO/IOC Ha /10y/111ee, KTMHOBYU/IHBII POCT BOIOC Ha JI0Y

YemrocTn MI/IKPOI‘HaTI/IH, MJKPOT€HNA, IPOTEHN A

Por Makpo- 1 MUKPOCTOMMSA, «KapINii» POT, POT C «OIyLIEHHBIMI» YTOI-
KaMU, [UIVIHHBIIT/KOPOTKUIT UIIBTP, BBICOKOE HEHO, MAKPOIIOCCHS

Ymnple | MMKpPO- ¥ MaKpOOTH, HUSKOPACIIOJIOXKEHHbIE, OTTOIIBIPEHHDIE,
PakoBu- | pOTUMPOBAHHbIE, ACMMMETPUYHBIE, IPeayPUKYIAPHbIE TATIMIOMbI

HBI ¥y QUCTY/IbI, HACEYKY HA MOYKE yXa

Hoc [MInpoxkas, 3amaBiIas NepeHOCHIIA, OTKPBITHIE BIIEpel HO3pH,
MIVPOKMIT KOHYMK HOCA, TUITOIJIA3Visl KPbUIbeB

1Hes KoporTkas 1ies, KpblJIOBUHbBIE CKIAKN

Ipynnaa |TuneprenopusM cCOCKOB, IMOMUTENNA

KJIeTKa

Koneu- | JommxocteHOMMenusi, 6paxi-, apaxHo-, KAMIITO- U CUHEAKTU/INIA,

HOCTHU u3MeHeHus gepmatormubukn (momnepedras 60posna)

Koxa Jle- ¥ runmepnurMeHTHbIE MATHA, TeMAaHTMOMBI
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XpoMocoMHbIe 60/1e3HN ¥ MUKPOLUTOIeHeTIN4eCKIe CHH/IPOMBbI

XpomocomHble 6oe3Hy (XB) 3aHMMAIOT OffHO 13 BEAYIIUX MECT B CTPYKTY-
Ppe BPOXK/IeHHOJT U Hac/le[ICTBEHHOIT 3a60/IeBaeMOCTM YelioBeKa. Xb — 3To rpymma
TSDKeJIBIX Hac/Ie[CTBEHHBIX 3a00/IeBaHMIi, BbI3BAHHBIX VI3MEHEHMeM 4ICIIa XPOo-
MOCOM B KapMOTHIIE M/IY CTPYKTYPHBIMU U3MEHEHMAMM OTJETbHBIX XPOMOCOM.
HlanHas rpymma 3ab0/eBaHMII XapaKTePU3YeTCs MHOXECTBEHHBIMU BPOXKEH-
HBIMI TTOPOKAMY PAa3BUTHA, 3a[jePXKKOIT BHYTPUYTPOOHOTO M MOCTHATATBHOTO
pocTa, OTCTaBaHMEM IICMXOMOTOPHOTO Pa3BUTHsA, YEPEITHO-TUIEBBIMU IU3MOP-
¢duamu, HapyleHueM QYHKIVIT HEPBHOI, SHOKPMHHON U UMMYHHON CUCTEM.

YacToTa XpOMOCOMHBIX aHOMasMil cocTapsAeT 5-7 Ha 1000 HOBOPOXTIEH-
HbIX. YacTOTa XpOMOCOMHBIX aHOMAa/INIA CPefyl CIIOHTAHHBIX BBIKMJIbILIEN ITep-
BOTO TPUMECTpa COCTaBAeT 0Komo 30%. B rpymnme feTeii ¢ BpOXXI€HHBIMH I10-
poKaMy pasBUTHA [O/IA XPOMOCOMHBIX aHOMa/uii cocTaBsAeT 4-8 %, a cpenn
6O/bHBIX C YMCTBEHHOIT OTCTANOCTbIO — 10-35%.

StnonornyecknMu GpakTopaMu XpOMOCOMHOI! TATOTIOI MY ABIIIOTCS BCE BUbI
XPOMOCOMHBIX MyTalil (memenys, NyIUIVKALs, MHBEPCUs, TPAHCTIOKaVs) U
HEKOTOpbIe TeHOMHBIe MyTaluy (aHeyIUTOWVIN, TPUIUIOVINY, TeTPAIUIONINN).
K aHeymmonaysaM OTHOCATCS TPUCOMUM II0 ayTOCOMAM, ITOJIM- ¥ MOHOCOMMIO 110
HOJIOBBIM XpoMocoMaM. K MMUKpOLITOreHeTU4eCKM OTHOCSITCS CUHAPOMBL, 00-
YCTIOB/IEHHblE MUKPOIENIEVAMM UM MUKPOJYIUIMKALIMAMYU, KOTOPBIE, KaK IIpa-
BIJIO, HE BBIAB/IAIOTCA IIPY PYTMHHOM MCC/IENOBAHMM KapUOTHUIIA.

JIviarH03 OCHOBaH Ha JaHHBIX K/IMHIYECKOJ KapTUHBI, Ta00paTOPHBIX U MHCTPY-
MEHTA/IbHBIX MCCIIENOBAHMIA, OATBEPK/IAETCA UCCIIENOBAHEM KapyOTHIIA VI MU-
KPOMaTPUYHBIM XPOMOCOMHBIM aHA/IM30M. AJITOPUTM AMATHOCTUKY XPOMOCOMHBIX
6071e3Hel! ¥ MUKPOLIUTOT€HeTUYECKIX CUHAPOMOB IIPMBEeH Ha cxeMe 1.

Cungpom Bonbda-Xupumxopua

CuHpapom onmcaH B 1965 rofy He3aBUCUMO HEMEIIKMMY T'eHeTUKaMI BO I7IaBe
¢ U.Wolf n amepukancknmu, BosrnasissembiMu K. Hirshhorn. Yacrora gannoro
cuHAgpoMa cocTasygeT 1: 20000 - 50000 HoBOpoXXAeHHBIX. CHHAPOM o6yCJIOB-
JIEH fie/lel el CeTMEHTa KOPOTKOTO IjIeda YeTBEPTON XPOMOCOMBIL. [IJ1 OTHOTO
nposiBneHyst peHoTUIa HeoOXOoAUMa feelysi TePMIHAIBHOTO y4acTKa 4pl16.3.
bonbine nenenuy, BbIAB/IAeMble NPU PYTMHHOM MCCIIENOBAHUU KapUOTHUIIA,
ACCOLMMPOBAHBI C TSDKEbIM (peHoTuoM ¢ MHOKecTBeHHbIMK BITP. CoorBert-
CTBEHHO, MUKPOJe/Iels y9acTKa 4p16.3, oATBEp)KAaeMas TO/IbKO MOJIEKY/IAP-
HBIMI METOJaMU, aCCOLMMpPOBaHa ¢ 6oee MATKUM (eHOTHIIOM 6e3 Manbop-
manuit. Cpenn meteit ¢ curgpomoM Bonmbda-XupuixopHa mpeo6mafaoT [eBOUKI,
Mok=1:2. K MUHMMaIbHBIM IMAaTHOCTUYECKUM KPUTEPUAM CUHAPOMA OTHOCATCA:
TUNMYHBIE JIML[eBble AM3MOPQUY, YMCTBEHHAsI OTCTAIOCTD, 3a/lep>KKa POCTa, Cy-
popory v usMeHenys 9T (BbiaBemble y 90% OONbHBIX).

Bo BpeMs OepeMeHHOCTM XapaKTepHO: CHIDKEHME JIBUTATEeIbHON aKTUB-
HOCTHU IVIOAQ, TUNOTpodus ImameHThl. CpegHAs Macca JeTeil Py pOXKACHUN
y IOHOLIEHHBIX feTelt cocTasnAeT 2000. OTMevaeTcss BpOXKIeHHAsA TMIIOTOHUA
C MBILIEYHON IMIOTpodueil, peskas 3amepkKa (M3MIecKOro U MCUXO-MOTOP-
HOTO pa3BUTKA. UepemHo-1IleBble aHOMA/IUY BKIIOYAIOT: YMEPEHHO BbIPaXKeH-
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HYI0 MUKpoLieaIiio, BBICTYIAIOLNIL 100, KIIOBOBUAHBIN HOC C BBICTYIAIOLINM
HaJIIepeHoCheM («IIJIeM IPeYecKoro BOMHA»), TUIIEPTETOPK3M IVIa3HBIX Iefelt,
SNMKAHT, aHTMMOHTOJIONIHBII pa3pes /a3, CTpaby3M, MT03, MUKPOPTAIbMUIO,
KaTapaKTy, HU3KOPACIOTI0>KeHHbIe KPYITHbIE, OTTONBIPEHHbIE YIIHbIE pAKOBYHBI,
«Kapmui» poT, paclie/VHy IyObl U Heba, KOPOTKMil (GUIBTP, MUKPOTHATHUIO.
Jist 6onbHbIX ¢ cuHipoMoM Borbda-XupiuixopHa xapakTepeH MMMYHOe(DUIIUT.

bonee uem y 50% pereii ¢ sTuM cungpomMom umerorca BIIP BHyTpennux op-
raHoB (ceppue, nmouky, YKKT). Omucanst BIIC (IMIIII, IMKII, nopoxu pas-
JIMYHBIX K/IAIlaHOB), TMIOIUIA3NsA JIETKMX, AyadparManbHas IpbDKa, HedaBep-
HIEHHBIJ MOBOPOT KMUIIEYHMKA, TUIIOIIA3UA MOoYeK, OGHOCTOPOHHAA areHesus
IOYeK, KPUIITOPXM3M, TMIOCIA/uA, aHOMamuy pebep 1 I03BOHKOB, CKOJINO3,
kudos, ocreornopos. ITo ganusiM MPT romoBHOro MO3ra BBISB/ISETCS: THUIIO-
I/Ia3Ms1 MO3KeUKa, ITOJIOCTb ITPO3PAYHOI IIEPErOPOKM, areHe3!s MO3O0/IICTOrO
TeNa, OTCYTCTBYE OOOHATENbHBIX TPAKTOB, MUKPOIVPUA, MUTPALVIOHHbIE Jie-
¢dexTol, rupponedanms.

ITporuos saboneBanus 0OYCIOBIEH pasMepoM Jfenenyu, crekrpom BIIP u
TSDKECTBIO Cyfopor. CMEepPTHOCTD B II€PBbIe [IBA TOMA JKM3HM COCTABIAET 34%.
Jna mopTBepKIeHNA IMarHo3a MPOBOJAT MCC/IEJOBaHNMe KapUOTHUIIA, MOJIEKY-
nsipHO-TeHeTm4eckye uccnenosanusi (FISH, MuUKpoMaTpu4HBIil XPOMOCOMHBI
aHanus). JuddepeHInanbHbIll AUarHO3 MIPOBOJAT C APYTUMU XPOMOCOMHBIMU
aHoManusAMU. JledeHne CUMITOMAaTIYECKOE.

Cunpgpom JTuccannedanuu (Cuagpom Mumiepa — [Tukepa)

Cungpom Muepa-Jluxepa (CM]I) omcan B 1963 rogy I>xeitmcom Munie-
poM, a B 1969 roxy - Fancom Jukepom ¢ coaBropamu. CHHAPOM 00YCIIOBIEH MIL-
Kpopenenyeil KopoTkoro mieva 17 xpomocomsl - del (17)(p13.3). Knnunueckue
IposABIeHN:A cuHipoMa cBA3aHbl c reHoM LIS1. CootHomenne monos M:K=1:1.

Knunnyeckue npusuaky CM]] BKIIOYAIOT KIACCUYECKYIO TUCCIHLIeaIIIo
(maxurypus, MpakTUYecKy IIOJTHOe OTCYTCTBME M3BIIMH MO3ra), MUKpoleda-
JIVIO, BBICTYTAIOIIMIA 3aTBIJIOK, BBICOKUII 7100, CY>KEHHBIII B BUCOYHBIX 0071a-
CTAX, aHTVIMOHTOJIOUMHBIN paspes IJa3, TUIIEPTEIOPU3M IJIa3, POTUPOBAHHBIE
YIIHbIe PAaKOBMHBI CO CITIA)KEHHBIM PVMCYHKOM, MalIeHbKIUIT HOC 11 OA00POJIOK,
«Kapnui» poT, MMKPOTHATHIO, HOMUIAKTU/INIO, KAMIIOGAKTH/INIO, IOIEPEYHYIO
NIAJJOHHYIO CKIafiKy, TMIIEpTPUX03 NNIIA, HU3KMUI pocT. HeBponormdeckne npo-
sapnernss CM]I mpefcTaB/ieHbl BBIPaKEHHBIM OTCTABaHNMEM B IICUXO-MOTOPHOM
Pa3sBUTHUM, YMCTBEHHONM OTCTAJIOCTbIO, MBILIEYHONM TUIIOTOHNEN, 3aTPyJHEHMA-
M IIpU [TIOTAHUM, AITHO3, OBBILIEHNEM CYXOKIIbHBIX peIeKCoB, felepebpa-
IMOHHOM purnpHocThio. Cyfoporu, Kak IpaBuao, MaHU(ECTUPYIOT C HePBBIX
IHeI WM MecsleB XU3HU. [IperMyIecTBeHHO MPOTEKAIT 110 TUITYy MH(aH-
TUJIBHBIX CIIa3MOB, peXKe MMeIOT (POKa/IbHBII MV FeHepanu30BaHHBII XapaKkTep.

Knaccrnyeckas mucconnedamus (miccannedanus I tuma), BpiaBIsgeMasd Ipu
9TOM 3a60/1eBaHNN, SIBJISIETCS CAMBIM YaCThIM TUIIOM faHHOro BITP 1 06ycnoB-
JIeHa HapyLIeH)eM HelipOHaIbHOM MUT'PALiY, BOSHUKAIOLWM Ha 12-16 Hemenax
BHYTpUyTpo6HOTO pasButis. TomuHa KOpbI TOIOBHOTO MO3Ta Pe3KO YBe/N-
yeHa 10 10-20 MM (B HOpMe 1 -5 MM), HOpaXkeHe U3BUINH BBIPaXKeHO OOIblile B
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3aJIHMX OTZe/IaX MO3Ta, OTCYTCTBYIOT [PYTHe Mab(OpMaINy FOTOBHOTO MO3Ta.
ITpu CM]] onmcansl cnepyromue BIIP: Bpoxx/ieHHBIIT TOPOK CepAlia, areHesus
IOY€eK, aTpe3yA IBEHAJIATH - IEPCTHOM KMIIKY, KPUITOPXMU3M.

JlmarHO3 OCHOBaH Ha JAaHHBIX KIMHNYECKoN KapTuHbl 1 MPT, nmoprBepx-
JaeTCsl MOJIEKY/LAPHO-TeHeTUdecKuMu MertopmaMu. [JuddepennuanbHas aua-
THOCTMKA IIPOBOJUTCA C XPOMOCOMHOM IaTonoruet, cuappomom Ilenbserepa,
LPYTUMM TUIIAMU TUCCOHIedammit. JledeHre CHMITOMATIYECKOe.

Cungpom Cmura-MareHnuca

Cunppom Cmura-Marenuca (CCM) Brepsble omucan OuH Cmut B 1982
rofy, a B 1986 rogy coBMecTHO ¢ /ieH MareHuc 6b1/10 O1y61MKOBaHO HOTHOE
KIMHIYIECKOe omucanye cuHppoMa. CHHPOM 0OYCIOB/IeH MHTEPCTUI[AIBHO
Iiefenuelt KOPOTKoOro Iieda 17 xpomocomsl - del (17)(p11.2) B 75-90% ciy4aes.
B 10-25% cy4aeB 3aboneBanue 06yCIOBIEHO TOYKOBOIT My Taluel B reHe RATIL.
Tum HacnefoBaHUA - ayTOCOMHO-/JOMUHAHTHBIA. YacToTa JaHHOTO CMHpOMa
coctasnseT 1:25000 HOBOP XK /IEHHBIX.

CCM xapaxrepmsyercs crnequpuyeckKuM (QEHOTUIIOM, OTCTaBaHMEM YM-
CTBEHHOTO ¥ (PUBMYECKOrO PasBUTHsI, IIOBETEHIECKUMI OCOOEHHOCTAMHU. Bo
BpeMst 6epeMeHHOCTH B 50% C/TydaeB OMICAHO CHIDKEHIE [BUTATe/IbHON aKTVB-
HOCTY IUTofa. Bec 1 pocT meTelt mpy po>KAEeHUM He OTINYAETCA OT HOPMBI, XOTS
B ITOC/IEAYIOIeM YacTO 9TV IPU3HAKM OTCTAIOT OT BO3PACTHLIX HOPMATHMBOB.

K uepenno-muueBbsiM puamopdusam npu CCM orHocAT 6paxmiedanmmio,
MIPOKYIO YIUIOWEHHYIO CPeIHIO YacTh JIMIA, BHICTYHAIONINIL 100, cUHOGPK3,
3alaBlilee IIEPEHOChe, MIMPOKOe OCHOBAaHNME HOCA, TelIeKaHT, MOHTOTOMIHBIN
paspes I71as, I/TyOOKOMOCAKEHHbIE I71a3a, KOPOTKUIT GUIBTP, IIPOTHATUIO, AHO-
Majuu 3y60B, BBIBEPHYTYIO BBepPX BepXHIO Iy0y. B mepmon mimaneHdectsa y
6ObHBIX OTMEYAIOTCA IIOX0€ COCaHMe, IIOTaHNe, CHVDKEHMEe MBIIIEYHOTO TO-
Hyca, yBe/IM4eHa IPOfIO/DKUTENbHOCTD CHA. [lo3aHee oTMedaroTcs: MblIeyHast
TUIOTOHMSA, Tunopedexcus, cygoporu (15%), nepudepndeckas Heliponarys
(75%), CHIDKeHVe 9yBCTBUTEIBHOCTH K 6OMIL.

CCM xapakTepusyeTcsi YMepeHHOIT MM TIyOOKOi YMCTBEHHOI OTCTAsIO-
ctoio (IQ 20-78), HapyleHNsAMI MOBefeHMs (TUIIEPAKTUBHOCTD C LedUINTOM
BHMMAaHU, arpeccus, 0CO6EHHO ayToarpeccusa CO CKIOHHOCTBIO K HAHECEHUIO
CaMONOBPEX[EHWIT), HapyIleHnsAMYU CHa (paHHee 3achlllaHNUe, IPepBhIBUCTBII
COH, YacTble, PAaHHNUE IPOOYX/EHNsI, COHNIMBOCTD B TeUEHNE [JHsI), 00YCIIOBIIEH-
Hble HApYyLIEHMEM CEKpeluy MeJTaTOHNHA. Y OO/IbHBIX OTMeYaeTcs IPyObIit ro-
JI0C, CHIDKEHMe cIyXa (110 IpOBOJAIleMy WM HeJIPOCeHCOPHOMY THUILY).

Co CTOpOHBI OpraHa 3peHNs BBIABIIAIT MUOINIO, KATAPAKTY, OTCIIONKY CeT-
yaTky, gucnnasuio pagyxku. [Jna CCM xapakTepHbl HU3KUIT POCT, CKOMNO3,
OpaxMEaKTWIVA C KOHMYECKUMI IMa/IbliaMy, BPOKEHHDI TOPOK Cepplia, ra-
CTpo330areanbHbIIl pedIIioKc.

Jl¥IarHO3 TTOATBEP)KIAETCA ¢ IIOMOIIBI0 MOJIEKY/IAPHO-IUTOTeHE TUYECKIX Me-
TOHOB (MMKpOMATpUYHbL XpoMocoMublit anams, FISH). uddepentmanpuprit
[IMaTHO3 IIPOBOJUTCA € APYTMMIU MUKPOLMTOTEHETMYECKUMI CMHAPOMaMH C Ha-
pylieHneM HoBefieH s, cuHapoMoM MapTuHa-bert. JleueHne cMIITOMATIYECKOe.
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Cunpgpowm Ilpapepa-Bunmm

Cunppom ITpagepa-Bunn (CIIB) xapakTepusyeTcs OXXupeHMeM, TUIIOTO-
HIElT, yMCTBEHHOI OTCTA/NIOCTbIO, HU3KUM POCTOM, TMIIOTOHAZOTPOIIHBIM TUIIO-
TOHa/IM3MOM, KOCOITIa3MeM, MaJIeHbKUMU KUCTAMU U cTonamMu. CHHPOM OIN-
cas B 1956 rony Arpgpea IIpagep n Ienpuxom Bumm. Yacrora CIIB coctasnsaer
1:15000. CIIB nepBoe 3a60/1eBaHMe YeTI0BEKA, TPV KOTOPOM OBI/T OIIICAH FEHOM-
HbIIT UMIPUHTUHL. [Tpy Takux 3ab0/IeBaHMAX IeHbI 9KCIpeccupyrorcs andde-
PEHLIMPOBAHO B 3aBMCUMOCTM OT popuTenbckoro npoucxoxpenus. ITpn CIIB
IPOMCXOAUT NOTEPsI UMIIPMHTMPOBAHHOTO MaTepyaa ¢ OTIOBCKOTO JIOKYyca.

BonpumucTBo cnyyaes CIIB (70%) o6ycnoBieHo fenenyelt yaactka 15q11-13
(XxpoMoOcoMa OTI[OBCKOTO IIPOMCXOXK/IeHN ), 28% CIIy4aeB - OTHOPOAUTENIbCKON
IucoMIelt, Korga obe 15 XpoMOCOMBI MMEIOT MAaTePUHCKOE IPOUCXOX/EHNE, B
1% BBIAB/AETCS MyTalMs LeHTPa MMIIPUHTHHIA, OIMCAaHBI HecOalTaHCUPOBAH-
Hble TPaHC/IOKALVNY, 3aTparuBanye o6macTb 15q11-13.

Bo Bpems 6epeMeHHOCTHU XapaKTepHO claboe LIeBe/eHNe 1 Ta30BOe Mpef-
nexanue nnopa. Hosopoxpennsie ¢ CIIB uMe0T BbIpa)KeHHYI0 MBIIIEYHYIO
TUIIOTOHUIO, TPYFHOCTH PV BCKaPMIMBAHWUM M3-32 IPOO/IEM C COCaHMEM, C/Ia-
ObIil KPMK, KPUITOPXM3M. JJeTu VIMEeIOT BBIPaKEHHYIO 3afIep>KKy MOTOPHOIO
pasBuTys (cafATcs K 1 rofy, HAYMHAIOT XOAUTD K 2-M FOfaM), IIOXYI0 KOOPAU-
HaLMIO, Cynoporu. MplllledHblil TOHYC yay4IIaeTcs ¢ Bo3pacToM. B Bospacre 1-6
JIeT BO3HUKaeT rurepdarns, IpUBOAALIaA K OXUPeHNo. XapaKTepHa Jlerkas
VIV YMepeHHas YMCTBEHHasA OTCTANOCTh, IpobieMsl ¢ obyyenmeM. CIIB wacto
UMEIOT TIOBefleHYecKye pobmeMbl (TOBBIIIEHHDIN alllIeTUT, OONbHbIE OJEPXKI-
MBI IIOVICKOM ITMIIY, YaCTO MUCTEPUYHBL U YIIPAMBI).

Bonpuras gacts cumnromoB npu  CIIB 06ycmoBreHa rumoTanraMmudecKoit
nuchyukimeit. s 6ompubix ¢ CIIB xapakTepeH HU3KUIL POCT, KOTOPHIi 00y-
CTIOBJIEH HepUIITOM TOpMOHa pocTa. OMMCaHbl HapYIIeHN CHa, TPOB/IAIONIN-
ecsl LIeHTPaIbHBIMU MM OOCTPYKTUBHBIMM alTHO3, HAPKOJIEIICHEI.

XapakTepHbIe IUIeBbIe YepThl BK/IIOYAIOT Jonuxoledanuio, y3kuit 6uppoH-
TaJIbHbII IIaMeTpP, MOHTOJIOMIHBIN pas3pes ITIA3HBIX Le/Iel, Y3KYI0 IEPEHOCHILY,
TOHKYIO BEPXHIOIO TY0Y, Ma/lIeHbKIIT POT C OMYILEHHBIMI YTOIKaMU. Y 6OIbHBIX
¢ CIIB ormeyaeTcs KIMHOJAKTUNNA, CUHAAKTUINK. CO CTOPOHBI KOCTHOI CH-
CTeMBI BBIABIIAIOTCA CKOMNO3, K103, ocreornopos. OTMevaeTcs 3afiepKKa I10-
JIOBOTO Pa3BUTHA.

Paspa6oransl suarnoctideckue kpurepyy CIIB. [ mocTaHOBKY JMarHo3a
CIIB B BO3pacTHOII IpyIIIIe O 3-X /IeT HeOOXOAMMO HabpaTh He MeHee 5 AMarHo-
CTUYECKUX KpuTepues (3 13 KOTOPBIX 6O/IbIIINE), 2 B BO3PACTHOI IPYIIIe CTaplile
3 eT - 8 KpUTEpUEB, 13 KOTOPBIX 4 OTHOCATCSA K OOMBILINM.



Ta6numa 2. Tuarnoctuyeckue kputepuu CIIB.

bonpue kpurepun

Marnbie Kputepnun

MHdaHTHIbHAS LeHTpaTbHas

CHIDKeHMe anraTeanoﬁ AKTMBHOCTH IT/ZIOZA

TUIIOTOHUA " yBeNMYE€HHAaA NPOJO/DKUTENIPHOCTD CHA B

M/IaJICHYECTBE

ITpo6neMsl co
BCKapMJ/IIBaHVIEM B
MJIAICHYECTBE

Hapymenus cHa 1/1im arHoe BO CHe

BeicTpsiit Habop Beca B 1-6
neT

Huskwnit pocr

r]/[HOl'II/II‘MeHTaLU/IH KOXXI " BOJIOC
ManeHbKyie KMCTY ¥ CTOIIBI

XapakTepHble JIMIIeBbIe YePThI

Tunoronammsm

3afiep>KKa pasBUTUA U/ WU Y3kune kuctu

YMCTBEHHAA OTCTAJIOCTDH

Cxopammecss KOcorasye /iy MO
JedexTsl apTUKYIAIIM

IucddepenianpHblil JMAaTHO3 CIEAYeT MPOBOJUTH C CUHAPOMOM AHTe/b-
MaHa, MapTuna-benn, Kosna, bapne-bupns.

JlvarHO3 TOATBEpP)KIAeTCsA MOJIEKY/IAPHO-TeHETUYECKUMM MeTofiaMu (Me-
tunposanye, FISH, MUKpoMaTpU4HBI XpOMOCOMHBIIT aHanu3). [ nedeHus
6ompHbIX ¢ CIIB npuMeHseTca TOpMOH pocTa.

Cunpgpom AHrenbMaHa

Cunppom Anrenpmana (CA) — Hac/eIcTBeHHOe 3ab0IeBaHe, XapaKTePH3y-
Ioleecs 3a7lep>KKOI pasBUTHA, YMCTBEHHON OTCTA/IOCTDIO, TAXKEIION 3a e pyKKOI
pedeBoro passutuA u arakcuein. CA ommcan B 1965 rogy Iappu OitHmxenme-
HoM. Yacrora 3ab6onesanns:1:12000-1:20000.

Kimandeckas xaprtuHa o6ycnoneHa B 70% CIy4aeB MUKpOHeIenyeit
15q11.2-q13 MaTepMHCKOro MPOMCXOXK/eHNnsA, B 25% - myTanueii reHa UBE3A, B
2% - OTIIOBCKOJ OGHOPOSUTENBCKON Jycomueli o 15 xpomocome, B 2 -3% - my-
Talyel LeHTpa MMIPUHTUHTA. KInHIYecKas KapTuHa BapbyUpyeT 110 CTENEHN Ts-
JKECTV B 3aBUCUMOCTH OT T€HETNYECKOTO MeXaHI3Ma BO3HIKHOBEHNA CMHIPOMA.

[l 3abomeBaHNA XapaKTepHbl BbIpa)KeHHas 3ajjep>KKa MOTOPHOIO Pa3BM-
TUS, MBIIIEYHAsA TUIIOTOHNUSA, TsDKelas YMCTBEHHAA OTCTAIOCTb, 0COOCHHOCTH
noBefieHNs1 (ayTHCTIYeCKNe YepThl, PasHOOOpasHble CTEPEOTUIINY, IPUCTYIIBL
HeMOTUBMPOBaHHOro cMexa). OTciona HasBauue CA - CHHPOM «CMeollericst
KYKJIbl». Y 6OTIbHBIX CHIDKEHA OTPeOHOCTD BO cHe. Kak mpaBuiio, peds y 607b-
HbIX ¢ CA OTCYTCTByeT, BO3MOXXHBI efflHI4YHble cfioBa. s 6ompubix CA Xxa-
paxTepHa crieny¢uueckas OXOAKa, HAIIOMUHAIOIIAsl IBVDKEHNS MapYOHETKY,
PYKM IIpM 3TOM COTHYTHI B JIOKTEBBIX U JIy4e3allsICTHBIX CYCTaBaX, OTMEYaeTCs
aTaKcus, TPEMOP KOHEYHOCTeIL.

YepenHo-nuiieBble fusMopduM MpefCcTaBIeHbl MUKpOOpaxuiiedanmeit, Iy-
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60KO MMOCaXEHHBIMI ITIa3aMi, cTpabusMoM (42%), mporHarueir. B caydae ecnu
CA obycnosnen MMKpopenenueii, y 60IbHBIX OTMEYAIOTCS CBET/IbIE BOJIOCHI
(65%) n cBetnas xoxxa. Cymoporu, Kak IpaBuUjIo, BOSHUKAOT B 18-24 Mecsra
U BBIABIIAIOTCA 60Jiee 4eM y 85% OOJBbHBIX, B TO BpeM: Kak clielyduieckue us-
MeHeHMA Ha I3 - B 92% crmygaeB. MPT romosHoro mosra y 6ompHbix ¢ CA
IeMOHCTPUPYET yMEPEHHYIO KOPTUKAIBHYI0 aTpoQMuIo.

I depenanpHblil AUArHO3 IPOBOAUTCS C APYTUMU MUKPOJE/IeI[IOHHBI-
MM CUHZIpOMaMM C HapyllleHMeM IoBefeHNs. [IMarno3 NofTBepKIaeTCsl MOJIEKY-
JISIPHO-TeHeTMYeCKMMY MeTomamy (aHanms MetmnupoBanus, FISH, Mukpoma-
TPUYHBII XpPOMOCOMHBIIT aHanmu3). Criennduyeckoro sedeHys He pa3paboTaHo.

Cunppom bexBura-Bugemana

Cungpom beksnra-Bupemana (CBB) — 3T0 camblil 4acTblil HacIeICTBEH-
HBIII CUHJPOM C OllepeskeHueM (U3MIECKOTO Pa3BUTUsA, XapaKTepHU3yIOLUINiics
HpPeIpacIoNoXeHHOCTbI0 K 06pasoBaHuio onyxosneil. OTHOCUTCA K 60/Me3HAM
TeHeTUYEeCKOTO MMIIPMHTIHTIA - 3a00/IeBaHNAM, IIPY KOTOPBIX B OIpele/leHHOM
y4acTKe FeHOMa SKCIIPECCUPYIOTCSA aJlieNlb TONbKO OJJHOTO U3 POAUTENEN.

IMepsbiMu cuuppoM omucanu [xon beksutr B 1969 ropy B Kamudboprnn
u Tanc-Pymoned Bupeman B 1964 ropy B Iepmanum. Yacrora 3aboneBanHus
1:15000. Tonbko 10-15 % ciy4yaeB ABIAOTCA CEMENHBIMY U MMEIOT ay TOCOMHO-
TOMMHAHTHBIN TUII HAC/IEJOBAHNSA C HU3KOJ IEHETPAHTHOCTDIO.

Knunnyeckue mpossnenusa CBbB mupoko Bapnabunbabl. CpefHuil Bec HO-
BOpOXJIeHHBIX cocTapyAeT 4000 1, gyimHa Tena 52, 6 cM. B nepuop HOBOpoXK/ieH-
HOCTY KPYIIHBIN A3BIK 3aTPyAHAET KOPMJIEHNE M YaCTMYHO IIepeKPhIBAET JibIXa-
Te/bHbIE Iy TH.

Tabnuna 3. [ImarHocTuyecKme KpUTEPUN CMHAPOMA
bexBura-Bugemana.

OcHOBHbIE JOnomHuTeIbHbIE
Maxpornoccus HeonaranbHasi IMIIOITIMKEMUSA
Haceukn Ha nepeiHell TOBEPXHOCTH XapaKTepHOe IO C TUIIOIIA3M-
YIIHO PaKOBMHbI el CpefiHell TpeTu
Maxpocomus PacxoxieH1e TpAMBIX MBIIII]

JKMBOTA
Owmdaronene, IynoyHas rpphxa OrneperxeHre KOCTHOTO BO3pacTa
Bucnepomeranus IunepxonectepmHeMus
Temuruneprpodus IvnepnunupemMus
OMOpHOHaIbHbIE OITYXO/HM (OIyXO/Ib [MmoxanpoyeMms
Bunbmca,remato6mactoma, Heitpo6ia-
cTOMa, pabgoMIocapkoma)

INopaxxenne ITHC npu CBB Bkm0YaoT 3a7iep>KKy MOTOPHOTO U IICUXO-pe-
YeBOTO PasBUTHS, M3MEHEHMsI MBIIIEYHOTO TOHYCa, MUKPOLe(annio, CySopOri,
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arakcuio, cTpabusm. MPT ronoBHOro Mosra: KOPKOBO-IIOLKOPKOBast aTpodus,
TUIIONIA3MA MO3KeUKa, areHe3s/TUIIOIIa31A MO3OMICTOTO Tejla C aHOMasIus-
MU CTPOEHMA.

I depenianbHbIi AXarHo3 CefyeT IIPOBORUTD MEXKIY APYTUMI CUHIPOMa-
MI C OIlepeskeHVIeM (PU3MYeCKOr0 pasBUTIA, KOHCTUTYIVIOHAIBHOM MaKpOCOMEIL.

IToxasaHO IOBBIIIEHNE YACTOTHI 3a00/IeBaHNA TP UCIIONIb30BAHUY BCIIOMO-
raTe/bHBIX PEIPOYKTUBHBIX TEXHOIOTHIA.

BeposATHOCTD OITyX0/IeBOTO POCTa COCTABIIAET IPUMEPHO 6, 5 % 1 0CO6EHHO
BBICOKa y fleTeil ¢ TeMuruneprpodueit. bonrbHbIM B epuop o 10-1eTHero Bos-
pacTa Heo6XOAMMO peKOMeHIoBaTh ¥ 3V BHyTpeHHUX OpraHos 1 pa3 B 3 Mecsla
(st vickTrOUeHNs HepOoOIACTOMBI 1 remaTo6/IaCTOMBI) I OIpefie/ieHIe YPOBH;I
a-¢eromporenHa B KpoBu 1 pas B rof. VHoraa 13-3a BEIpaKeHHOI MaKpOIIOC-
CUM TIPOM3BOJAT YACTMYHYIO PE3EKLIMIO A3bIKA.

Monorennbie 6one3nu

MoHoreHHbIe HaclefCTBEHHbIe 60/Ie3HN 3aHMMAT 0C000e MeCTO B MaTo-
JIOTUY Y€/I0BEeKA. DBONbIIMHCTBO U3 HUX BCTPEYAOTCA PEIKO MM JlaXKe OYeHb
penxo. Ho 1o aHHbIM IPOBEJeHHbIX T€HETUKO-3IUIEMIOTOTMIECKIX UCCIIEN0-
BaHWII PacIpOCTPAaHEHHOCTb MOHOI'€HHBIX HAaC/IeICTBEHHBIX O0/e3Hell B poc-
CUIICKMX HONYNALMAX MOXKeT JOCTUIaTh 1% 1 6onee. B HacToAIee BpeMs Omu-
cano 6omee 5000 Ho3onmOrMYecknx GpopM. MoHOreHHbIe 60Ie3HN 0OYCTIOBIEHbI
MyTalusAMM Ha YpOBHe reHa. MyTanuu IpefcTaBleHbl JeequsaMU, NHCePLN-
AMM, MUCCEHC-MYTallIMU, HOHCEHC - MyTalMAMM, HAPYIIEHMAMI CIUIAICHH-
ra, IPOLECCUHTIa, SKCIIAHCKEN TPUHYKIEOTUSHBIX IOBTOPOB, PETYIATOPHBIMU
MmyTrauuaMyu. Ilo Tumy Hac/mefoBaHMA BBIJENAIOT: Ay TOCOMHO-JOMMHAHTHBIE,
ayTOCOMHO-DPelleCCUBHbIE, X-CILENJIEHHbIE JJOMMHAHTHBIE, X-CIIeI/IEHHbIE pe-
IlecCcuBHbIE 3a00/1eBaHNsA, 60/Ie3HN C HeTPAMIMOHHBIM Hac/efoBaHueM (Mu-
TOXOHZIPMA/IbHOE HAC/efloBaHMe, 60/Ie3H TeHOMHOTO MMIIPMHTVHTA, 60/Me3HN
9KCIAHCUM TPMHYKICOTU/THBIX IOBTOPOB).

Oco0y10 IpymIly Hac/lefCTBEHHBbIX 3a00/IeBaHMIl HEPBHOI CHCTeMBI IIpef-
CTaB/IAIOT 3a00/IeBaHMA C SKCIIAHCHe HeCTaOWIbHBIX TPUHYK/IEOTUIHBIX IIO-
BTOpOB. B reHome dyenoBeKa CyIeCTBYIOT MMKPOCATe/UIMTHbIE IIOBTOPHI (2-5
Iap OCHOBAHMII), /11 KOTOPBIX XapaKTePHO MI3MEHEHNA He OJHOTO HYK/IeOTHA
Ha JIpyToli, a M3MeHeHMe (yBemndyeHMe) KOMMIecTBa MOBTOPOB. MmKpocaTten-
JIUTHBIE ITOBTOPBI BXOJAT B COCTAB T€HOB I MMEIOT TEHJEHIMIO K CaMOIIPOM3-
BOJIbHOMY YBEIMYEHMIO KOIMYECTBA — SKCIAaHCUM. [Ipy mpeBbllennn HEKOro
HOPMaJ/IbHOTO YMC/Ia TPMHYK/IEOTUIHBIX TIOBTOPOB B T€HE BO3HUKAET MyTallNs,
npyBOAAIaA K 3a60/eBaHuIo. TpUHYKIeOTHHbIE TIOBTOPbI ABJIAIOTCA KpaliiHe
HecTaOVIbHBIMM U ¥IX YMCTIO MMeeT TeH/IEHIIMIO K HAPACTaHMIO B II0C/IeYIOLINX
nokoneHyAx. K aToit rpymme 3aboneBaHnit MOXXHO OTHECTH CMHAIpoM MapTuHa
- benn n arakcuro @penpeiixa.

CuHJpOM TOMKOJ X-XpOMOCOMBI

Cunpgpom nomkoit X-xpomocoms! (cuagpom Maprtuna-benrn) (OMIM
300624) sABIAeTCA CaMOJl YacTOJ IPUYMHONM YMCTBEHHON OTCTaJOCTM B CO-
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YETAaHUM C ayTU3MOM, a TaK>Ke BTOPOJ 10 YaCTOTE IPUIMHON YMCTBEHHOI OT-
cTanocty mocnme Tpucomuu 21. Bmepsble 3abonmeBaHye omucaHo B 1943 rogy
Jx. Maptuaom n [xynueit bemn. Tun HacnenoBanmsa — X-ClelIeHHBI JOMM-
HaHTHBIN. YacToTa 3a6oneBanns y My>xunH: 1:2500 -1:4000, y >xeHuH: 1:7000-
1:8000. Y 3Trx 60/bHBIX IIPY IIUTOTEHETUYECKOM MCCIENOBAHNN B IMCTAIBHOM
y4IacTKe [JIMHHOTO IUIeda X-XpOMOCOMbI OOHAPY>KMBAIOTCS YIACTKH, XapaKTe-
PpU3yIOLIMeCs MOBBIIIEHHOI IOMKOCTBIO B onataeduiutHoit cpege. CunppoM
OTHOCUTCS K «60JIe3HSAM 9KCIIAaHCUM» TPUHYKICOTUIHBIX TIOBTOPOB 1 06yCIIOB-
neH yBemudeHueM konmdectsa mostopoB IIIT B rene FMRI1 (Xq27.3). B HOp-
Me umcno nosTopos IIIT paBHO 5-54, 4yucno moBTOpoB 55-199 xapakTepusyrmoT
HpeMyTanuio, a 6ornee 200 IOBTOpPOB - 3ab0/IeBaHue.

B mepuon MafeH4ecTBa y G0IbHBIX OTMEYAETCS 3aePyKKa MOTOPHOTO pas-
BUTHsL, 0OYCTIOB/IEHHAsI MBIIIEYHOI TMIOTOHMelL. Ilocme mepBoOro roja >Ku3Hu
BBIAB/IAETCA 3aJlep>KKa IICUX0- PeYeBOro pasBUTUA. B leTCTBe MHTEN/IEKT MO-
JKeT OBITD BBIIIIE, 3aTeM IPONCXOIUT ero cHipKeHMe. CTereHb YMCTBEHHOI OT-
CTaJIOCTV KOMeO/IeTCs OT JIeTKoMt 1o Tshxernol, mpu aToM QI cocrasiser ot 20
1o 70 y My>XYMH U MOXeT JOCTUrarh 80 y >KeHIINH. Ocob6eHHOCTH TTOBENeHUs
IpeACTaB/IeHbl CUHAPOMOM AeUINTa BHIMAHU C TUIIEPAKTUBHOCTBIO, Ay TH3-
MOM, JleTlpeccueif, TPeBOXKHOCTDIO, arpeccueit u ayroarpeccueit. Cymoporn, Kaxk
IpaBI/IO, MAHU(ECTUPYIOT B Bo3pacTe 6-24 Mecsues. s 3a60neBaHMs TaKxKe
XapaKTepHbI TMIePMOOUIBHBI CUHPOM, CKOJIO3, IZIOCKOCTOIINE, BOPOHKOO-
OpasHas rpyfHas KIeTKa, IPOJIAIlc MUTPAIbHOTO KJIallaHa, TPDKU. Y OONbHBIX
¢ cuHppoMoM MapryuHa-bet B moctinyOepTaTHIOM Iieplofie BBLABIACTCA Ma-
KpOOpXM3M. ¥ HEKOTOPBIX ITAIlIeHTOB ¢ ¢peHOTHIOM cuHapoMa IIpagepa-Bu-
7 pa3BuUBaeTCs oXxypeHue U runepdarus. OnncaHbl HapyIIeHNs CHa, MHOTAA
€ OO6CTPYKTMBHBIMMU aIlHO9, YacTble OTUTbI, CUHYCUTBI, CHIDKeHMe 3penus. Co
CTOPOHBI >KeTyJOYHO-KHIIEYHOTO TPaKTa OTMEYAIOTCS PBOTBI, pedIIoKC.

YepenHo-nuiieBble AM3MOpGUM BKIIOYAIOT Makpoledanmio, AUCIiacTuy-
Hble KPYIIHbIE OTTOIBIPEHHbIE YIIHbIE PAKOBUHBI, JIUIMHHOE Y3KO€ JIUII0, BBICTY-
maromuii 106 1 mofOOPOOK, TULEBYI0 ACUMMETPIIO, BBICOKOE He00, HEPOBHBIII
3yOHOII psifi, CTPabU3M, HICTArM, aCTUTMATU3M, [ITO3.

¥ 25% xenmun ¢ npemyranueii B rene FMRI paspuBaeTca oBapuanbHas
HEJOCTaTOYHOCTDb. Y MY)KUMH ¥ XKEHIIMH C IpeMyTanueii B Bo3pacre 50 et u
CTaplle MOXXeT pa3BMBaTbCA X- aCCOLMMPOBAHHBIN CUHIPOM TPEeMOp/aTaKCHA.
B 1993 romy ObUI BBISIB/IEH BTOPOII BAPMAHT CUHPOMA JIOMKOI X-XpOMOCOMBI
(FRAXE, rer FMR2) Taxske COpOBOX/AIOIIUIICA YMCTBEHHOI OTCTa/IOCTBIO.

JIMarHocTuka CMHApPOMa JIOMKOJ X-XpOMOCOMBI OCHOBaHa Ha MOJIEKY/AP-
HO-TeHeTM4ecKuX nopxonax. OHM BK/IIOYAIOT KaK aHAAM3 METUNMPOBAHUA B
nokycax FRAXA n FRAXE, Tak u uccnefopanue JJIMHbBI 9KCIIAHCUM TPUHYKIIe-
OTHJJHBIX IIOBTOPOB B COOTBETCTBYIOIIUX 00/IaCTAX reHOB (ONpefie/ieHIe Yucia
CGG nosTopos). TakymM 06pa3oM, Halu4ue y MalyieHTa YMCTBEHHON OTCTasIo-
CTH, 0COOEHHO B COUETAHMNU C Ay TUCTUYIECKUMI MIPOSIB/IEHISIMY, BbISB/IsIEMAas
y KEHIIVH paHHss AUCHYHKUMA SMIHUKOB, [OSB/ICHNE B CeMbe aTUIINYHOTO
TpeMopa ¥ aTaKCUM y MY>KUMH HOXKMIOTO BO3PACTa SABIAKTCA IOKa3aHUAMU
1 06CIefoBaHUA Ha CHHAPOM JIOMKOII X-XpPOMOCOMBI.
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Atakcusa Opuppeiixa

Araxcus Opupperixa (6onesus Opupaperixa, OMIM 229300) sB/sieTcst camoit
4acTolt GOPMOIL HaCTeCTBEHHON aTakcyuu. 3aboeBaHye onucaHo B 1863 roxy
HeMenkuM npodeccopom H. Opuppeiixom. Hacrora 3a60neBaHys 110 JAHHBIM
pasHbIX aBTOPOB Komebmercss ot 1:22000 mo 1:100000. Tun HacnenoBaHMs ay-
TOCOMHO-PELleCCUBHBINA. JacToTa TeTepOo3UroTHOr0 HOCUTENLCTBA COCTABIIAET
1:100 genoBek. 3aboneBaHne 0OYCIOBICHO IKCIIAHCHEN TPUHYKICOTU/HBIX IIO-
BTOpoB GAA B 1-M untpoHe rena FXN (9q13-21.1). Yucmo xomuit moBTOPOB
GAA B HOpMe paBHO 5-30, IpM HaTOMOIUM OHO yBenuumBaercs fo 70-1000.
BripakeHHas skcmaHcusA 10BTOpa GAA IPUBOAMT IONHON yTpare QYHKLMU
rea ¢paraxcuna. C IaTOreHeTMYeCKoil TOYKM 3peHns arakcusa Opunpeiixa Mo-
JKeT PacCMaTPUBAThCs KAK BapPMAHT MUTOXOHPUATBHOTO 3a00/IeBaHNSL.

Manudecrauns arakcuu prppeiixa mpoucxopnt Mexay 8 u 15 rogamu. Cpep-
HIIT Bo3pacT MaHudecranyy cuMIToMoB coctasysteT 10,5 +7,5 net. Baxxuas oco-
6eHHOCTD K/IMHIIECKOI KaPTUHBI - MY/ITBTYOPTaHHOCTD IIOPA>KEeHNA, IIPY KOTOPOIt
HEBPOJIOTMYECKIE IIPOAB/IEHNA COYETAIOTCA C 9KCTPaHEBPAIbHBIMY CYMITOMAMMU.
XapakTepHbIMYU KIMHWYECKMMM IpUsHaKaMy aTakcuy Openpeiixa ABIAIOTCA CMe-
MIAHHAS ATAKCVsl, TUSAPTPUS, CYXOXKIIbHAsA apeIeKCHsi, CHIDKEHME CYCTaBHO-
MBIIIEYHOM U BUOPALVIOHHON YyBCTBUTEIBHOCTH, aMuoTpodun. B 70% ciydaes
HepPBbIM CUMIITOMOM 3a00JIeBaHMsA SB/IACTCS MPOTPeccUpyIolliee PacCTPOVICTBO
HOXOfIKM. ATaKcus IIpu Xoibbe 0OYyC/IOB/IeHa CEHCUTVBHBIM JM MO3XKEUKOBBIM
KOMITOHEHTaMI. 3aTeM BO3HUKaeT AMHaMMYecKas aTaKCys KOHEYHOCTeN, M3Me-
HAETCA ITOYepK, ITOAB/IACTCA IHTeHIMOHHBI TpeMop. [Tpu kmaccudeckoit popme
3a00/IeBaHMsI YTHETEHME CYXOXIJIBHBIX peIEKCOB SIB/IIETCSI OFHUM M3 PAHHUX
cumnromoB atakcun Opepnperixa. CraboCTb MBI COIPOBOXXAAETCS Pa3BUTIEM
TUIIOTOHMY, MbILIEYHBIX aTpodmit. Ilo maHHBIM muTeparypsl y 10-15 % 601bHBIX
pedIeKchl MOTYT OCTaBaThCs COXPAHHBIMY VTN JayKe TTOBBIIIATHCSA Ha POHe Hapac-
TaIOLIel NMMPaMMUAHOM criacTiyHOCTH. Ha mospHeit crapyu 3aboneBaHus xogboa
CTaHOBWTCSI HEBO3MOXKHOII 13-3a IIPOTPECCUPYIOLIEN CTabOCTH 1 ATAKCHIL

ITpn SHMI oTmeyaeTcs akCOHa/IbHasA CEHCOPHAsA HellpomaTus.

IIpu MPT BBIABNAETCA YMEHbIIeHME ONEPEYHOT0 pa3Mepa CIMHHOTO MO3-
Ia, MO3)KEYOK OCTAETCSI COXPAHHBIM JIOTITO€ BPEMH.

K skcTpaneBpanbHbIM NposABaeHNAM aTakcuu Ppespeiixa OTHOCATCA KOCT-
Hble fledopmanyu (cromna Opupapeiixa, CKOMMO03), KAPAUOMUOLIATIY, SHJOKPUH-
Hble pacCTpONICTBA (TMIOTOHAAV3M, CaXapHbIiL AyabeT), opaKeHue OpraHa 3pe-
Hus (EuctarM, YA3H, nedexTtsr moneii 3peHns).

ITpoBoauTCA MONEKYIAPHO-TeHeTHYeCKasl AMAarHOCTUKa atakcuy Ppuppeii-
Xa — nouck myrauuii B reie FXN.

InddepenmanbHblil JUATHO3 CIEAYET IPOBOJUTD C KIMHIIECKU CXOIHBI-
MU popMaMy aTaKCHIil ¥ HaC/IeACTBEHHBIMY 00/Ie3HAMY 0OMeHa BellleCTB: aTak-
cMell ¢ M3OMMPOBAaHHBIM fedMUUTOM BUTaMMHa E, crimHO-Lepebe/apHbIMU
atakcuamu I, II un III Tunos, Hac/eqCcTBEHHBIMU MOTO-CEHCOPHBIMU Helpora-
TisAMIY, 6071e3HbI0 PepcyMa, aberamumonporenHeMueil, AeHTOPYOpOIaINEO-
nysapHoit arpoduerr, Gml- 1 Gm2-TaHITIMO3UA03aMI, TATAKTOCUATULO30M,
nosgHUMY popmamu 6onesun Humana-TInka.
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CnuHanbHasA MbILIeYHast aTpodus

CryHajbHast MbllevHas aTpodus MPefCTaBIAT co60Il IPYIITY ayTOCOM-
HO-pel[eCCUBHBIX 3a00/IeBaHMII, XapaKTepU3YIOIINXCS JieTeHepalier mepefHux
POTOB CIIMHHOI'O MO3Id, IPUBOAAIIMX K CMMMETPUYHOI MBILIEYHON C/1abocTn
U aTpouu NPOKCHMANbHBIX MBIIIL KOHEYHOCTel. IDTO BTOpOe II0 4acToTe
ayTOCOMHO-pellecCUBHOe 3a00jIeBaHMe I0Ce MYKOBUCLIMIO3a. Buinendor nH-
¢danTunbhyo ocTpyo popmy (CMA I) (6onesus Bepauura-lodpdmana), undan-
TWIBHYI0 XPOHMYECKYI0, mpoMexyTounyio ¢popmy (CMA II) u 10BeHUIbHYIO
(60onesup Krorenpbeprepa-Bemannep) (CMA III). 3a6oneBanne 06ycioBieHO
menenyesi rena SMN 1 (5q13.2) 6omnee ueM B 95% ciydaes. YacroTa: 1:6000-8000
HOBOpOX/eHHBIX st CMA I (yacToTra rerepo3sMroTHOro HoCUTeNnbCTBa - 1:40),
mig CMA II u CMA III gacrora coctasnser 1:24000. 3a6oneBanue cBA3aHO C
lereHepanueil IepefHNX MOTOHEPOHOB MepPEefHNUX POrOB CIMHHOIO MO3Ta U
sflep YePEeIHO- MO3TOBBIX HEPBOB.

CMA I (6one3nn Beppuura-Todpdmana). Bospact manndecranym go 6 mecs-
eB. [TepBble IIpu3HaKy 3a060/IeBaHVs MOTYT OTMEYaTbCs yXKe BO BHYTPUYTPOO-
HOM Itepofie c1abbIM IeBesieHreM ioga B 30% caydaeB. MblieuHast ctabocTsb
¥ TUIIOTOHUS OTMEYAIOTCS C IIePBBIX JHel XXu3Hu y 60 % 6onpubix. Boree 95%
6O/IBHBIX MMEIOT NMPK3HAKM 3ab0/meBaHmsA K 3-M MecsiraM. HeBpomormaecknit
CTaTyC yKIa[bIBaeTCs B MOHATHUE «BSIOTO pebeHKa». XapakTepHa CUMMeTPU-
Has MBIIIeYHas CTabocTh B MPOKCMMABHBIX OT/AeNax KoHeyHocTell. Kak mpa-
BIJIO, HJDKHME KOHEYHOCTM IOpaKeHbl OOJIblile, 4eM BepXHye. MBIIIeqHbIi
TOHYC An¢p(Y3HO CHIDKEH, aKTUBHbBIE IBJDKEHVS KOHEYHOCTENl OIpaHNYeHbL.
CyxoxmbHbIe pedIeKChl, KaK IIPaBUIO, OTCYTCTBYIOT. PedieKchl HOBOPOXK-
IeHHBIX (B T. Y. 3alIMTHBII U COCATeNIbHBI) yrHeTeHbL IIpy maccuBHOM ymep-
JKaHUM pebeHKa B BePTUKATbHOM IIOJIOKEHUM ONOPa Ha HIDKHUE KOHEYHOCTH
OTCYTCTBYeT. [leTH He CIIOCOOHBI crieThb 6e3 mopmepKKu. Ilcuxmdeckoe passu-
TIIe COOTBETCTBYeT BO3pacTy. XapaKTepHbI MblllleyHble arpodu, (acluKy-
Ay, GuopwULAnM B A3blKe. IpynHas xieTka fedopMupoBaHa. MbleyHas
CmaboCTbh PACIPOCTpaHsETCS U Ha [bIXaTelbHYI0 MYycKymarypy. Ocmabmenue
(GYHKUMY ABIXaTeTbHBIX MBIIIL M AuadparMbl KOMIEHCHPYETCS BKIIOYEHUEM
B IPOLECC [IbIXaHNs MBIIII XMBOTA. BynbbapHas ancdyHKUMA ImpefcTaBiie-
Ha IUIOXVMM COCaHUeM, IJIOTaHMeM, HapyuleHnaMy pabixaHusA. Ommcansr BIIC
(OMIIIT, IMDKIT). Camas yacTas NIpU4YMHA CMEPTHU - peCIMpaTOpHble MH(DEK-
. CpefHAA IPORO/DKUTETbHOCTD KU3HY COCTAB/IACT 7 MECAIIEB.

CMA II. ITpu6nusnrenbHo 50% ot Bcex caydaeB coctanger CMA II. Tak
HasbIBaeMBbII IPOMEXYTOUYHbIIT TniT. Manndecranus ot 6 5o 18 mecsues. CHa-
Jajia IIOPaXKAIOTCs MPOKCHMAJIbHbIC OTHENbl HIDKHUX, 3aTeM BepXHUe KOHed-
HocTu. XapaKTepHa 3ajiep)KKa MOTOPHOTO Pa3BUTHA. DONBIIMHCTBO feTell He
CIIOCOOHBI CaMOCTOATENBHO CUZIETb U CTOATH K rofy. BosHukaeT perpecc Mo-
TOPHBIX HAaBBIKOB. [iTyOokue pedirekcs! cHIDKaoTCs. Ha mepBelil IIaH BBICTY-
[AIOT MbIIIIeYHas CTabOCTh ¥ TUIIOTOHMS. BOSHMKAIOT KOHTPAKTYPBI B KPYIIHBIX
cycraBax, X-o6pasHas fepopmariiss HIDKHMX KOHewHOCTelt. Crerduaeckum
IPU3HAKOM SB/IAETCS MOCTYPaIbHBIIL TPEMOP B MaNbliaX pyK. XapaKTepHbI OT-
YeTVMBble MBIIIEYHbIE aTPODUM, IICEBOTUIIEPTPODUN HEKOTOPBIX MBIIIII, MbI-
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IIeYHO-CKeleTHbIe feopmanyn. [IpogomKITeIbHOCTD KU3HY OT 2-X JIeT 1O 3
MeCATUNETUA JKUSHIN.

CMA III. Manudecrauns nocie 18 mecsues. XapakTepusyercs MeJIEHHO
IIPOrpecCUpYIOLelt IPOKCUMATIBHO CTab0CThI0. BOMBIIHCTBO 6OIBHBIX MOTYT
CTOATDb M XOAUTD. 3ab0jIeBaHMe IPOrpeccupyeT MefyIeHHO. XapaKTepHBI IICeB-
poruneprpodun, kpamnn, GacUUKyIANUN B KOHEIHOCTAX, TpeMop pyk. Cyxo-
KUTIbHBIE PeIEKChI € PYK CHIDKEHBI, C HOT OTCYTCTBYIOT. [IpOfi0/DKUTEIbHOCTD
JKVM3HU MOXKET ObITh He M3MEHEeHa.

ITpy OHMI BbIABNAIOT TNpU3HAKM MOPAKEHMA KIETOK IepefHero pora
CIIMHHOTO MO3Ta.

JuddepeHnaNbHbII AMATHO3 CIEAYeT IPOBOJUTD C BPOXEHHBIMM MBbI-
MIEYHBIMU JUCTPO(UAMM, BPOXK/AEHHBIMI MUOMATUSAMY, HAPYIIEHUsIMU MeTa-
60713Ma yITIeBOf0B, MIACTEHNEN!, IEPBUYHBIM OOKOBBIM CKIEPO30OM.

ITpoBoauTCs MONEKYNIAPHO-TeHEeTHYeCKas MArHOCTUMKA CIIMHANbHON MbI-
IIeyHolt aTpoduy: mouck feneruit B rene SMN 1.

Jleuenne CMA cumnTomarmdeckoe. B HacTosIee BpeMs HECKOJIBKO IIperapa-
TOB 17151 Teden st CMA HaXOJsITCs B CTA/{UM KIMHIYECKIX pa3paboTok. Onecokcnm
(TRO19622) - skcriepuMeHTA/IbHBII Iperapar, NpefHa3HaYeHHbI LA 3all/ThI
[BUraTe/IbHBIX (MOTOPHBIX) HEPBHBIX KTeTOK. ISIS-SMNRX - 9T0 aHTICMBICTTOBOI
O/IMTOHYK/ICOTU/IHBII TIPeNapaT, CIOCOOHBIN YBeNNUMBaTh YPOBEHD BDKUBAHISA
IIBUTATeNIbHBIX HelpoHOB. TpeTpio a3y KIMHMYECKMX UCIBITAHNII Ha TalleHTax
¢ CMA npoxopurt npenapat, HazpaHHbII ASO (antisense oligonucleotide).

Mbmeynas gucrpodia Jromenna/bekkepa

Mpermeynas guctpodus JiomenHa/Bexkepa — ofHa 13 CaMbIX YacThIX GopM
HEpPBHO-MBIIIEYHO HAaTOMOTUM JETCKOTO BO3PACTa, OTHOCAMIAACA K JUCTPO-
¢unonatuam. 3abonepanue omucaHo G.Duchenne B 1868 roxy. 3a6oneBanue
IpefCcTaBIAeT co00Jl MPOrpecCUpyIOmYI0 IPOKCYMANbHYIO MBILICYHYIO JVIC-
TpodUI0, 0OYCIIOBICHHYIO CHVDKEHNEM KOIMYeCTBa AUCTPO(VHA B MBIIIIAX,
YTO IIPMBOJUT K UX JlereHepaliy, a BIIOCIeNCTBUM CHYDKEHUY IBUTATe/IbHON aK-
TUBHOCTH, OPTOIENYECKUM OC/IOKHEHVAM M CepfieYHO-TIeTOYHOl HelOCTaTO4-
Hoctu. Tur HacnenoBaHMs — X-CIeIUIEHHBII PeljeCCUBHBIIL, TO eCTb 9TUM 3a60-
JleBaHNeM OOJIeI0T TOMbKO Ma/IbuVKM, a XEHIIVHBI ABJIAIOTCA HOCUTEIAMM TeHa
maHHOrO 3abosneBanusi. Yacrora mbiiedHoit guctpodun [omenHa - 1:3500
HOBOPOX/ICHHBIX MaJIbYMKOB, IIpK 9TOM 1/3 cry4aeB 3abo0yeBaHNA IIpefCTaB-
JleHa CIIOHTAQHHBIMM MyTauusMu. Mbiuteunas guctpodus bekkepa siBisiercs
BTOpOI1 110 yacToTe (1:30000 ManbuMKOB).

3aboneBaHne OOYC/IOBIEHO IaTonmorMeit Oenmka auctpoduHa, HedeKTHO-
ro mpy mporpeccupyoeit Mpimeynoit gucrpoduu (IIMII). Ten pucrpoduna
(DMD) noxanusyercs Ha KOpOTKOM IUTede X-XpOMOCOMBI (I0Kyc p21) 1 Kopu-
pyet 6onbioit 6emok Dp427, KOTOpBIIT SIB/SIETCST KOMIIOHEHTOM LIMTOCKETIeTa
KJIeTOYHOI MeMOpaHbl. B HOpMe AMCTPOGUH BBIABISETCA He TONBKO B CKe-
JIETHBIX  MBIIIIAX, HO TaKXKe B IIAZKMX MBIIIIAX, MBIIIIe CEPALla 1 MO3Te.
HepmocraTok mporpeccpymoleil «yTedKkol» BHYTPMKIETOYHBIX KOMIIOHEHTOB,
YTO IPUBOAUT K pe3koMy nosbieHno KOK.
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I[IM]I Orourenna (OMIM 310200) xapakTepyu3yeTca paHHUM HAa4ajIoOM ¥ OT-
HOCUTE/IbHO OBICTPBIM IIPOTPecCHpOBaHNeM Mpoljecca. Y 4acTy AeTelt oT™Meda-
eTcA 3afiep>KKa MOTOPHOTO pasBUTHUA YKe Ha 1-2 ropy >kmsHm. Kak mpasuiio,
petyt ¢ IIM]] HaunHatoT xoputh K 1,5 rofam. ITepBble Ipu3Haky 3a00/eBaHNs
B BIJie MBIIIEYHON CTabOCTV MOSIBIAIOTCA B Bo3pacrte 2-5 net. Kak mpasuiio,
0K07m0 75% 60/IbHBIX MAHU(ECTUPYIOT K 4-M rofaM. JleTu HAYMHAIOT UCIIBITHI-
BaTh 3aTPYAHEHN IIPU XOfb0e II0 IeCTHNUIIE, BCTABAHUM C 10714, IepecTaioT Oe-
raTh, M3MeHseTCA moxofKa. [Ipuembl [oBepca ABIAIOTCA Pe3yabTaTOM CTaboCTU
MPOKCMMAJIbHBIX IPYIII MBI 6efjpa. XapaKTepHa MbIIIeYHas TUIIOTOHMS, OT-
CYTCTBUE KOJIEHHBIX CYXOXKMIBHBIX pepIeKcoB 1 pedieKCcoB ¢ PyK. AXMITIOBBI
pedIIeKchl OCTAIOTCA COXPAHHBIMU Ia)Ke B IO3IHelT cTafuy 3abonepanus. Pas-
BMBAETCsA YMEPEHHDIN CKONNO3, YBENMYMBAETCA MOACHUYHBINA 10pRo3. Y 60 %
OO/IbHBIX BOSHUKAIOT IICEBIOIUIEPTPOPGUI MKPOHOXKHBIX (a 3aTeM HeIbTOBI-
HBIX 1 ATOAMYHBIX) MBIIII] 32 CYET PaspacTaHuUs )KUPOBOI U COENMHNUTEIbHOII
TKaH!. [ToCcTeTeHHO pa3BUBAIOTCA TUIIOTPOMUY MBI 6efiep Vi Ta30BOr0 Mosca.
Y 30 % 60/IbHBIX OTMEYAIOTCSA KPaMIIY B MKPOHOXHBIX MbIlIiax. Makpormoccus
BcTpedaetcst y 30% 60/mbHBIX. BO3MOXXHBI KOHTPAKTYpPhl B KOJIEHHBIX, Ta306e-
IPEHHBIX U JIOKTEBBIX CyCTaBaX. BepxHye KOHEUHOCTM BOBJIEKAIOTCA B IIPOLIECC
Ha To3fHelt craguy 3aboneanys. [ToTepst XoabObI IPOUCXOFUT B IPOMEXYTKE
Mexpy 7 u 13 rojamu. XapakTepHa YMCTBEHHAs OTCTA/IOCTb JIETKOI CTeIeHN
(20% moryT uMeTb 6071ee TKeNyI0), cpenHuit 1Q paBeH 85, 4TO HMXKe CpeHETO
B 001eit mony/anyy. Ha mo3gHux crafmax 3a60eBaHys XapaKTePHBI TeTO4Has
TUITOBEHTWIALMA, ABIXaTelTbHAs HEHOCTaTOYHOCTh, JIKMII, ceppmednas Hemo-
CTaTOYHOCTD. IIpogo/mKuTenbHOCTD Xu3HM [0 20 f1eT.

IIpn maboOpaTOpPHBIX M MHCTPYMEHTAIbHBIX MCCIE[OBAHUAX BBIABIAIOT:
MaccuBHbIl nogbeM KOK B kposu, B 50-300 pa3 mpeBblIIAONNIT HOpMab-
Hble 3HaYeHMA. B 6MOoXMMIYecKOM aHami3e KPOBYU TAKXKe MOBBIIIEHBI YPOBHU
TpaHCaMIHAa3, aJbJl0Na3bl, TAKTATAEIUPOreHasbl. BRIABNAIOT MuonaTHyecKue
nsmeHenus Ha DHMI u orcyrcTBre puctpoduHa, gereHepanuio Muopuopml
¢ ¢ubpozoM u XUPOBOIT MHPUIbTPALUEN IPU MblIIeYHOI 6noncun. Vsmene-
Hust KT mpencraBienst ry6okum 3yorom Q, BbicoknM 3y61ioM R, mHBepcueit
3ybua T, 6mokanoit Hoxek mydka [icca).

Oxkono 20% >XeHIIMH-HOCUTEIbHNUI] MOTYT MMETh JIETKYI0 MBILIEYHYIO CJla-
60CTb, y 8% >eHIH-HoCUTeNbHuUL pasByuBaeTcsa JKMIT.

I[IM]], Bexkepa (OMIM 300376) siBnsiercs annenbroit popmoit k IIM]I Tio-
IIEHHA, XapaKTePU3YeTCsl CXONHBIMU KIMHUYECKUMU NPOsBIeHUsMY, Gomee
HO3HUM HadajIoM 1 6ojee MATKuM TedeHreM. CpemHUil Bo3pacT MaHudecra-
nuu okojio 12 net. IlaumeHThI JOXKUBAIOT 10 3-5 mecATune T >KU3HU.

JlmarHocTKa OCHOBaHA Ha JAHHBIX MOJIEKY/SAPHO-TEHETUYECKOTO MICCIIENO-
BaHIIS: OVICK JIeTIeLViT U IYIUIMKALIMIL B TeHe aucTpoduHa. B 60% crydaes 3a60-
JleBaHye 00yCIIOBJICHO IPOTXKeHHbIMM Aetenuamu rena DMD, B 10% ciny4gaes
— AymIMKanyuAmy, a B 30% cirydaeB BBIAB/IAIOTCA TOYKOBbIE My Talli.

JleyeHre cMMITOMaTHYECKOE, BKIIIOYaOIlee KYPChl CTEPOMIHOIN Tepanuu u
xupyprudeckoe ynedenue. Ilpenaparsl mia nedenns IIM]I [JromenHa HaxopAT-
C B CTafiuy KIMHNYecKuX ucnbitanmit. [Ipemnapar TpancnapHa (aTanypen) (3-s
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CTafys KIMHWYEeCKIX MCIBITaHmiT) paspabareiBaeTcs fst 6onbHbix ¢ [IM]T io-
IIeHHa, 00YCIOBIEHHOI HOHCeHC-MyTauyelt B reie DMD. [leiicTBue npenapara
HaITpaBJIeHO Ha BOCCTAHOBJIEHV HAPYLIEHHOTO CMHTe3a mAucTpoduHa. Takxe
IIPOBOAUTCSA KIMHWYeCKIe UCTIBITAHNA TIpenapaTta sTermupcer (AVI-4658).

Heitpodubpomaros I tuma (6one3un Pexnmurxaysena)

B Hacrosiee BpeMs ommcaHo 4 Tuma Heilpodubpomarosa. Haumbonbliee
KIMHIYIECKOe 3HaYeHMe UMEIOT JBa OCHOBHBIX TMMA - THUII | (K/maccuyeckuit) u
T I (IBYCTOPOHHMIT aKyCTUYECKIT VTN LIeHTPaIbHBII).

Heitpo¢ubpomaros I tuna (HO -1), u3BecTHBIIT Kak 60/1e3Hb PekmHrxayse-
Ha v neprudepraecknii HelpoprbpoOMaTos, OTHOCUTCS K IpyIe (PaKoMaTo-
308 (rpeu. rhakos - msTHO). Boe3Hb BriepBble OmucaHa HEMEL[KIM IIATOJIOTOaHa-
tomoMm Opuppuxom ¢poH Pexnmuurxaysenom B 1882 roxy. H® -1 mpepcrasisier
co60it ofHO 13 Hanbosee YaCThIX MOHOTEHHBIX 3a00/IeBaHMIT YelOBeKa, BCTpe-
yaroleecs ¢ yactoron 1:2500-1:3000, 1 camoe yacToe - 13 IPyIIIbl FTaMapTO30B.
Tun HaclefoOBaHMs — Ay TOCOMHO-JOMVMHAHTHBIN C BBICOKOJ! IIEHETPAHTHOCTBIO.
ITpu6mu3uTeNIPHO IOIOBMHA MOPAXXEHHDIX SABJ/IACTCA HEPBBIM CIIyd4aeM 3a0oje-
BaHISA B CeMbe, YTO 0OYCIOB/IEHO BO3HIKHOBEHIEM HOBOI MYTAL[UM B TeHe.

3aboneBaH1e 06YCIOB/IEHO PA3TMYHBIMU MY TAL[VSIMIU UIU KPYITHBIMU JieTie-
uuamu B reHe NF1, KoTopblil pacionaraeTcs Ha J/IMHHOM Ijiede 17 XpoMOCOMBbI
(17q11.2)[. B rene omucano 6onee 250 mytaunii. Hanbosnee TsoKenyro KinHude-
CKYIO KapTMHY BBI3BIBAIOT IIONIHbIE Aenenuy rena. [IponykT rena Heitpodubpo-
MVH ABJISIETCS OIIyXOJIEBBIM CYIIPECCOPOM, OTBEYAIOMIMM 38 KOHTPOJIb K/IeTOY-
HOTO POCTA.

H®-1 - 310 MyIbTHCHCTEMHOE TeHeTHdecKoe 3abojIeBaHue, KOTOpoe Xa-
paKTepuUsyeTcs KO)KHBIMM, HEBPOJIOTMYECKUMM ¥ OPTOIEUYECKMY IIPOsIBIIe-
HuAMH. 3aboneBaHye MMeeT YeTKYI0 BO3PACTHYIO JVHAMUKY BO3HMKHOBEHUS
K/IMHUYECKUX CYUMITOMOB. [TepBBIM M IIOCTOSHHBIM CUMIITOMOM 3a00JIeBaHMSA
SIBJISTIOTCSI TISITHA [[BETA «KOde ¢ Momokom» (¢p. cafe-au-lait, anrm. milk coffee),
KOTOpBIe ¥ 2/3 IMOpa>keHHBIX NOAB/IAIOTCA ¢ po>kaeHysA. OKpacka IIATeH Bapbu-
PYeT OT cBeT/Io-6eXKeBOro Ko TEMHO-KOpIM4HeBOro 1BeTa. Kak mpasuio, msaTHa
MMEIOT POBHbIE, YeTKIE KOHTYPBI, OKPYITIyI0 (OPMY, IIaJKyI0 HOBEPXHOCTDb U
He BBICTYTIAIOT HaJl ypOBHEM KOXKU. [MCTONMOrMYeCKY IATHA TIpefiCTaBIeHbI CKO-
IUIeHVEM B JiepMe MeITaHOO/MIaCcTOB U MeJTAaHOLMTOB C BKIIOYEHMAMY MeJIaHUHa.
KonuuecTBO IATEH IOCTOAHHO YBEIMYMBALTCA C BO3pacToM 6onpHOTO. [Hmnep-
HOUIMEHTHBIE ISITHA BBIB/LIIOTCA y 99% feTeit cTapiie rofa. Y B3pOCIbIX 60/b-
HBIX HEKOTOpbIe IATHA «KO(e ¢ MOJIOKOM» MOTYT uc4esars. Y 6onbHbx ¢ HO -1
TaKKe MOYXHO OOHAPYXXUTb eAMHIYHBIE eI MEHTHBIE MIATHA.

Menkue rumepnurMeHTHbIE IATHA, MOXOXME HAa BECHYIIKM, pacIojaramo-
Iyecs B ITOAMBILICYHBIX U [TAXOBBIX 00/IACTAX, SABIAIOTCSA BTOPBIM KOXKHBIM
npossienneM HO —-1. OHy peiko IPUCYTCTBYIOT IPY POX/EHUMY, a K 7 TOfaM
BBIAB/IAIOTCA ¥ 90% OONbHBIX. Perke «BECHYIIKM» MOTYT OBITh PACIIONOXEHDI Ha
wee, e, A1 ysHO MO BCEMY TeTy.

OCHOBHOJI THII OITyXO7Ielt IIpefcTaBieH Hetipodubpomamu. Helipodubpomer
ABJIAIOTCA MOCTOSHHBIM M BKHENIIMM AMarHoCTHdeckuM cumnromom HO -1.
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HeitpodnbpomMsl - 3T0 H06pOKaueCcTBEHHbIE OMYXO/IN, obpasyoluecs u3 060-
JI04eK HepBOB, COfiepyKallilie B CBOEM COCTaBe IIBAHHOBCKME KIETK, a TakoKe (u-
6po6IacThl 11 KJIETKY MepUHeBpusA. DT OIMYXO/M HPeCTAaBIAIT co60il He6OIb-
IIVie ¥ OTpaHIYeHHbIe HOBOOOPa30BaHIsA, Paclloyaraloliyecs B KOXe, OKOKHOI
KJIeT4YaTKe, CIMHHOMO3IOBBIX KOPEIIKaX MIM pa3pacTalolmuecs NaleKo IO XOLY
nepudeprieckux HepBoB. OIyXony, KaK IPaBUIo, 6e300/1e3HeHHbIE, MEJIEHHO
pas3BUBAIOIIVECS ¥ PEIKO MPOSIB/AIOT cebs KmHmndeckumy cumnromamu. Heit-
PodMOPOMBI TOKaM3YIOTCSA Ha TY/IOBUIIE, KOHEUHOCTAX, BHYTPEHHUX OpraHax,
penKo Ha nuiie U mee. I1oaKoXHBIe HeiTPoPUOPOMBI MOXXHO OIPEETUTD TOTKO
najbIaTopHo. [TonKoXKHbIe 1 KOXKHBIE HelipoprOPOMBI peKY Y MaJIeHbKIUX JeTell
7, KaK IIPaBMJIO, BOSHUKAIOT K 6 I 6oiee rogam. ITo faHHBIM nuTeparypsl y 48%
OObHBIX OHY BBIAB/LAIOTCA K 10 Tofiam, a y 84 % - k 20 rogam. Y B3pOC/IbIX 60/1b-
HBIX KO/INYECTBO HeltpoubpoM BappupyeT OT HECKOIBKIX [ECATKOB IO HECKOIIb-
KUX COTeH. BBICTPBIN pOCT HelTpopuOpoM HaBOANUT Ha MBIC/Ib O 3/I0Ka4eCTBEHHOI
TpaHchopMaln. B HeKOTOpble MePHObI XKU3HN OTMEYAeTCs] YCKOPEHHBII POCT
HelipoduOpOM: IIePUOJL [TOTOBOTO CO3peBaHMsI, OepeMeHHOCTh (POCT CTapbIX U
HOSIBJICHVIe HOBBIX Heilpodubpom), Bospact 50-70 net. ITnexcnudopmHubie Heltpo-
¢ubpoMBl, pa3BUBalOLIVecs] Ha KPYIIHBIX HePBaX ¥ HEPBHBIX CTBO/IAX, OIMCAHBI
6oree yem y 1/4 mannentos ¢ HO -1. Ouy ABIAIOTCS 6OIBIINMY 1IO pasMepam,
nnddysHbIMIL, TOKaNbHO MHBasUBHBIMIL. [11ekcndopMHble HeltpodnbpombI MO-
TYT CONPOBOX/ATbCA TUIIEPIUTMEHTALMell VM TUIEePTPUXO30M Ha MOBEPXHO-
CTH, BBI3BIBATb 60JIb, OBITH ACCOLIVMPOBAHBIMI C KOCTHBIMM 9PO3VAMIL.

TamMapTOMBI pafy>kKi, M3BeCTHBIE Kak y3enku JIumra k 10 rogaM BBLABIIAIOTCA
y 70% 6OIbHBIX.

[st 6onpHbix HO -1 XapaKkTepeH ETKMIT CKOMNO03, KOTOPBII MOXKET IpHob-
perartb OBICTPO HpoOrpeccupymolilee TedeHne y gereii Monoxe 10 met. KocTHbie
AQHOMa/IMU MOTYT OBITh KIMHUYECKY «MOTYAILIVMI» U IIPefCTaBIeHbl MHTpA-
MeLy/UIApHBIM (YOPO30M, KOPTUKATBbHBIM UCTOHYEHVEM, I03BOHOYHBIMMI [Iy-
panbHbIMHU 9KTasysAMU. [l 60mpHBIX ¢ HD -1 B geTCTBE XapaKTepeH 0CTeoIo-
P03, 06yCIIOB/IEHHBIIT IIOBBILIEHHBIM YPOBHEM KOCTHOII pe3opOumu.

PaspaboraHbl KIMHMYeCKMe Kputepuu Heitpodubpomarosa. Hamnume 2-x
U3 7 MMEIOIINXCS KPUTepyeB I03BOAET MOCTaBUTDb ayarHos HO —1. MHorue
U3 9TUX IPU3HAKOB TIOAB/IAIOTCA B MO3IHEM JETCTBE V/IM IOHOIIECTBE U He I10-
3BOJIAT NOCTaBUTD AuarHo3 HO-1 B nepsble Tofbl KU3HNU. Y 97% HalMeHTOB
KIMHUYECKII IMATHO3 yKe IIOCTaBJIeH K 8 rofaM.

Kmmunygeckne xpurepun HP -1:

1. Illectp wnm Gonee mATEH LBeTa KOde C MOMTOKOM MU TUIIEPIUTMEHT-
HBIX IAITeH d=5 MM B IeTCKOM Bo3pacTe fo mybeprata, d=15 MM mocre
my6epTaTHOTO Iepuoza.

2. MHOXeCTBeHHBIe, I0OX0XKJe Ha BECHYIIKM, NIUTMEHTHbIE IIATHA B MOJ-
MBIIIEYHO M/ ITAaX0BOIT 06macTax (bomee 2-x obmacTein).

3. Hamuune 2-x u 60/1ee TUNNYHBIX Heitpopubpom wmmu 1 maexcudopm-
HOI1 HeitpodUOPOMBL

4. Iimoma 3spuTenbHOrO HEpBa.

5. [IBe mnu 6omee raMapTOMBbI pafyxku (ysenku JInimna), 4acTo BbIABIAE-
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Mble TOJIbKO Ipu 06C/IeNoBaHNM O(TaTbMOIOTOM C IIOMOIIBIO  IjeNbe-
BOJ JIaMIIbI.

6. JIncnnasus KAMHOBUIHONM KOCTHM V/IM TUIIMYHbIE aHOMAIUM [/IMHHBIX
TpyO6UaThIX KOCTeIl, TaK}e KaK IICeBLOAPTPO3DI.

7. Hammune poncrBeHHuKa I crenenu popcrsa (T.e. oTIa, MaTepy, OpaTa,

cecTpsl) ¢ Hetlpodubpomarozom I Tuma.

ITpu H®-1 4vacrora omyxoneit ITHC cocrapnser 5-30%. Omnyxonu mpen-
CTaBJIeHBI IJIMOMaMI 3pPUTENbHOTO HepBa (1,5-7,5% mosAB/IsAeTcs B CpefHeM K 5
rojiaM), PYTMMU aCTPOLIUTOMAaMY, IIBAHHOMaMM, MEHVHTYIOMaMU, SIHIUMO-
MaMy, HeBPMHOMaMI CJIyXOBOTO HepBa, Helipodubpomamu. KnnnHnyeckas xap-
tiHa npu oryxossix ITHC 6yzer 3aBrceTs OT MX pasMepOB, MECTOPACIIONIOKEHIS
U BOBJIEYEHHBIX B IIATOJIOTMYECKUIT IpoLjecc oOpasoBanuit. O3/10KadeCcTBICHIE
HelipodubpoM HacTymaer penxo. [I/is1 BOSHUKHOBEHNS 37I0Ka4eCTBEHHOI OIY-
XOJIM JNOJDKHA IPOM30MTY MyTalys ajleIbHoro HopMmanbHoro rena NF1. Yame
BCETr0 pas3BMBAeTCA Hellpodmbpocapkoma wam Helipobnactoma. BeposaTHocTh
MX BOSHUKHOBEHUA cocTaBsaeT 3—15 %.

TpynaocTy B 06ydeHnu u /Wan CUHAPOM TMIIEPAKTUBHOCTH C HeQUIMTOM
BHMMAHUS BCTpedaeTcs: NpubmmsutenbHo y 40% 6ompubix ¢ HO -1. Menbmras
9acTh OOJIbHBIX MMeeT 60o/ee BBIPaXKEHHBIIT KOTHUTVBHBII Je(DULIUT B BIJE Jer-
KOI1 UM yMepeHHOI yMCcTBeHHOI! oTcTanoct. Cpennnit IQ pasen 88. Oxomno
30% 6ONMBHBIX MMeeT HapYIIeHNs ay TUCTUYECKOTO CIIEKTpa.

Insa 6onbubix ¢ H® -1 xapakTepHbl MakpoLedais, HU3KIMIL pOCT, apTe-
puanbHas runepToHuA. bonee yem y 1% 6onbHbIx ¢ HO -1 oTMevaeTcs cuMMe-
TPUYHAsI CEHCOPHAasA aKCOHAbHas HelponaTusA. IIpomo/KUTeTbHOCTD XKU3HI
6ompabIXx ¢ HO -1 Ha 8 ymeT MeHbllle CpefHeil IPOXO/DKUTENBHOCTI KU3HU B
0011[eiT TOMY/IALUIL.

InddepenHanbHplil [UAaTHO3 ClefyeT HPOBOAUTb C M3ONMPOBAHHBIMU
IATHAMIU THIIA «KOode ¢ MOTIOKOM», Helipodubpomarosom Il Tniia, cuHApOoMaMu
Jleruyca, Mak-Kstona-Onbparita, akyCTII€CKOI HEBPMHOMOI, [IMOMaMI CTBO-
Jla MO3Ta, HU3KOAU(QEPEeHNPOBAHHBIMY ACTPOLUTOMAMY, MEHMHTIOMAaMI,
MH}pAapPKTaMy CIMHHOTO MO3T4a.

BosmoyxHO mpoBefieH1Ee omnepaTtuBHOro nedeHus. IlokasaHusMu A Hero
ABJIAIOTCA pe3Kas OONe3HEHHOCTb WIVM U3bA3BIEHUE OIYXONM, 3aTpyJHEHUe
OBYDKEHNIA, CIaB/leHNe U CMellleHNe >KM3HEHHO BaKHbIX OpraHoB. B HekoTo-
PBIX CIy4asax K OIepalyy IpuberaoT ¢ KOCMeTUYeCKOI LIe/IbI0.

ITaTorenernyeckoe nedenne HO -1 nHaxoamrcs B ase KIMHUYECKUX HC-
cnepoBanuit. IlokaszaHa a¢dexTnBHOCTS MHIUOUTOPOB Ras (Tummdapuuba) u
mupdeHngoHa.

Ty6eposHblii cknepos
Ty6eposusiii ckiepos (TC) — ato HacmeacTBEHHOE 3a60/IEBaHIE U3 TPYIIIIbI
(haxoMaTo30B, KOTOpPOE XapPAKTEPU3YeTCsl IIMPOKUM CIEKTPOM KIMHIIECKUX
HpOsIBIEHNIT U TIporpeccupyromumM tedeHnem. [Ipu atom 3ab6oeBaHNy pasBu-
BAIOTCSI MHOXKECTBEHHbIe TOOPOKaueCTBEHHbIE ONyXOonu (raMapTOMBI) 1 ApyTHe
M3MEHEeHNs B PasINYHbIX OPraHax, B TOM UJCIIe B KOXKe, TOJTOBHOM MO3Te, I/Ia-
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3aX, [MOYKaX, MedyeH, Ierkux u cepate. Bourneville omican HeBponornueckue
nposiBiieHus 3abomeBanus B 1880 .

Yacrora TC - 1:6000 - 10 000. Tum Hacie0BaHMA — Ay TOCOMHO-JJOMIHAHT-
HBIJI C HEIIO/THOY IIEHeTPAHTHOCTBIO U BapyabMIbHO SKcIpeccuBHOCTBIO. [Tpu-
OmM3nTeNbHO 2/3 BCexX cryyaeB 3a60eBaHMsA OOYC/IOBIeHbI HOBBIMM (CIIOHTAH-
HBIMM) MY TaIVAMIL.

TC - reHetudueckn reteporeHHoe 3aboneBanue. Beigensaior TC 1-ro Tuma,
obycmoBnenHslit MyTaneit B reae TSCI, nmokann30BaHHOM Ha 9 XpoMocoMe
(9q34), xogmpytomeM 6emok ramaptuH. IIpubmusurensuo 10-30% coydaes TC
o6ycmosneno myrauusamy B rede TSCI1. TC 2-ro tuma, o0ycn10oBIeHHbIT MyTa-
nueit B rede TSC2, nmokanusoBaH Ha 16 xpomocoMe (16p13) u kogmpyet 6emox
TyOepun. ITokasaHo, 4yto y manuenTtos ¢ Myranueit TSCI 3aboneBaHme Teder
6onee MArko, a Myrauuu B reHe TSC2 06ycaBnuBaioT 6oree TsHKeNIOe TeUeHIe
3a00/1eBaHIISL.

Ternr TSC1 u TSC2 ABnAIOTCA €CTeCTBEHHBIMU TeHAMI-CYTIPecCcopaMi OIy-
xorneBoro pocra. benkople npopykTel reHoB TSCI (ramaptun) n TSC2 (ty6e-
pUH) 00pasyioT reTepopuMep, CIOCOOHBI MHIUMOMPOBATh ONOCPeLOBaHHDII
komiutekcoM mMTORC1 (mammalian Target of Rapamycin Complex 1) curHanb-
HbIJT KacKa/l. [lJaHHBIN KacKaJ, AB/IAETCA KIIOYEBbIM PEryATOPOM POCTa U MPO-
mmeparyn kinetok. Innepakrupaiys kackaga mTORCI, Begymas K ycuneHno
K/I€TOYHOI Hponudepay, CUUTAETCA BAKHBIM 3BEHOM 37I0KaueCTBEHHOI
TpaHcdopmanuu. TybeposHblil ckiepo3 obycnoBren MyrTarnueli renos TSC1
nm TSC2, comeprkamerica BO BceX K/IeTKax opraHuaMa. [Ipy BO3HMKHOBEHMN
OIIyXO/IM B KJIeTKe-pOJOHAYa/IbHIIIE OITyXOJIeBOr0 KIOHA IIPOMCXOAUT HOBas
MyTalyA BTOPOTro MAapHOTO aJUIe/ld 3TOTO XKe IeHa.

JInarHocTyKa 3a60/1eBaHMsi OCHOBBIBAETCsI HA COBOKYITHOCTY KIMHNYIECKUX
CUMIITOMOB U JAaHHBIX Tab0paTOPHBIX uccnefoBannit. TC MOXKHO ;MarHOCTUPO-
BaTb BHYTPUYTPOOHO, MCIIONIb3Ys YILTPa3BYKOBOE MCCIIEOBAHNE VIV MarHUT-
HO-PE30HAHCHYIO TOMOTPa@IIo, YTOOBI BBIABUTD PaHHIE I3MEHEHVSI TOJIOBHOTO
Mosra 1 ceppua. OpHako B 60mpinHCTBe cnydaeB TC AMarHoCTUPyeTcs B IPYA-
HOM WIN paHHeM JeTCKOM BO3pacTe.

B 1998 r. Ha cornacutenbHOl KoHQepeHIy HanynoHampHOrO MHCTUTYTA
3nopobs (NIH) CIIA xnunudeckue npusHaky TC 6bn paspeneHbl Ha 60b-
e U Majble Kputepyun. s IOCTaHOBKY HECOMHEHHOTO (OKOHYaTelIbHOro)
puarHoza TC Heo6XoguMO Hamu4ue ABYX OOBIINX MIN OFHOTO GOJIBIIOTO 1
IBYX MajbIX KpUTepueB. PeKoMeHfaumy 1o AMarHocTuke 6pUIi OOHOB/IEHBI B
2012r.
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Ta6muua 4. [Juarnocruyeckue kpurepuu TC.

bonpume kpurepum: Masnble KpuTepum:
[MnonurMeHTHpoBaHHble IsATHA (= 3) IIsTHA T KOHQETTU Ha KOXKe
Anrnocdubpomsr (> 3) nm 6rstuiku Ha 16y | HedexTs! amanu 3y60B (>3)
Horresslie hbubpomsr (>2) Dubpombl onoctu pra (>2)
[TaTHA «IIATPEHEBON KOXW» VI MHOYXe- JenmurMeHTHPOBaHHBIE MIATHA
CTBEHHas1 KOJTareHoMa CeTYATKN
MHOXeCTBEHHbIE TaMaPTOMBI CETYATKI MHOXeCTBEHHbIE KMCTHI TOYEK
KoprukanpHast gucmiasus (>3) HernoueyHas ramapToma

Cy6asmeHjuMabHble y3ibl (>2)

Cy6sneHguManbHble TUTAHTOK/IETOUHBIE
acTpoUUTOMBI (>2)

Pabgomuoma ceppia
JInmbanruoneriomnomaros (JIAM)
AHTMOMMONUIIOMBI TTIOYeK (>2)

[MorBepxenHas matorenHas Myranys reHos TSC1 i TSC2 saBnsercs no-
CTAaTOYHOI I HOCTaHOBKM auarnosa TC.

IMopaxenne ITHC mpy Ty6eposHoM cKytepo3e IpefcTasieHs! Tybepamu (95-100%
), Cy6atieHMaIbHBIMU Y3mamut (95-98%), pafyanbHbIMI MUTPALIMOHHBIMIL TPAKTa-
Mt (30-95%), cybsIIeHIMaTbHBIMYU TUTAHTOK/IETOUHBIMM acTporLuroMamn (5-20%).

Ty6epbl IpencTaBIAT co00i y4acTKy (OKaNIbHON KOPKOBOJ JVUCIUIA3UU CO
cHIDKeHHBIM uncnoM 'AMKepriyeckux HepOHOB M XapaKTepU3YIOTCA MOTepet
KJIACCUYeCKOI 6-CIIOIHOI IIUTOAPXUTEKTYPbI KOPBI Mo3ra. TyOepbl eVHIYHbIe MIN
MHO>XECTBEHHBIE, Pa3MepOM OT HECKO/IBbKIIX MM IO HECKO/IBKMX CM, PACIIO/ATal0TCA
HaJ| OJTHOJT M/IM HeCKO/IBKMMI IIpUIeraolumu 6oposaamu. B 54% ciydaes Ty6epst
Kanbiyduumposansl. CyiiecTByeT Tonorpaduieckas cBsA3b MeXy HanmmuyeM ¢o-
kyca Ha 99T u Ty6epom, BLaBIeHHbIM Ipyt MPT. DnmenTiyeckyie MpyCTyIIbL MO-
TyT UCXOMUTD Y3 HOPMA/IbHOV KOPBI, OKpY>XKaoIliell TyOep, KOTopas sB/IAETCA 30-
HOII «11epeBO30Y>KIEHHBIX» HEIIPOHOB. TyOep MOXKeT ObITh I HEAMUIEIITOT€HHBIM.

Cyb6anenpumanpusie y3nsl (COY) - MHOXXeCTBeHHbIe, pasMepoM 2-10 mm,
JIOKa/IU3YIOTCS B CTEHKAaX OOKOBBIX JKETYHOYKOB, YACTUYHO WIN ITOTHOCTHIO
Kanpluduimposansl. CyIlecTByeT IpsMas 3aBUCUMOCTb MEX[Y TDKECTHIO
smmnencuy npu TC u 4ncnom KopkoBbIX Tybepcos u COV.

PapyanbHble MUIPallIOHHBIE TPAKTBL, T. €. IOpaXKeHue 6eIoro BelljecTBa ro-
JIOBHOT'O MO3T4, IIPefCTaB/IAIOT OO0 IPYIIILI TeTepOTONNYeCKUX K/IACTePHBIX
KJIETOK, COEMHSIOT 3MEHANUMY CTEHOK >KEeNy[OUYKOB U TYOepsl, SAB/ISIOTCS 9IN-
JIEITOTeHHBIMY 30HAMI.

CybameHpuManpHas TMraHTOKIeTOuHas actpouuroma (COTA) mpencrasms-
eT cob0J1 MeIEHHOPACTYIYI0 IJIMOHePOHATIbHYIO ONYXO/Ib, He CIIOCOOHYIO K
CIIOHTaHHOI perpeccuy. OMyXo/b pacronaraeTcs y orsepctist MoHpo, zocTuras
B iuaMeTpe 6ojiee 5 MM, C TOATBEPXK/IEHHBIM POCTOM, HAKAIUIMBAET KOHTPACTHBII
nperapat. PocT omyxosmu CBsI3aH C PUCKOM PasBUTIS OCTPOIL rupporedani.
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COT'A vaute HabmogaoTcs npu TSC2, 06bIYHO NOABIAIOTCS B Bo3pacTe 4-10
JIeT, HO MHOT/IA IOSB/IAIOTCA aHTEHATAIbHO WM B HEPUOJ, HOBOPOX/EHHOCTH,
tpancdopmanusa COY B COT'A yaire Bcero IpoMCXOaNT B IIepBbIE BA TeCATUIIE-
Tvist >xu3Hn. [Ipu yBenudennn ayamerpa 1o 10 MM 1 60Jiee OIyXO/y MOTYT Ha-
pyuars nupkysinyio [ICK u npuBogure K mporpeccupyomeMy yBeInIeHnIo
pasMepoB GOKOBBIX >KE/TYJOUKOB ¥ IIOBBIIIEHIIO BHY TPUYEPEIIHOTO AAB/IeHIs.

CumnroMarndeckas ammierncus Habmopaercsa y 92% 6onpabix TC. Y 63%
OOJIbHBIX SMMIENITUYECKUE IIPUCTYIIBI MOAB/AIOTCA HAa IEPBOM TOAY KM3HIUL.
Tume! cymopor BKIOYaoT: NH(AHTUIbHbIE CrIa3Mbl (38% OObHBIX), GOKaNTbHbIE
npuctynsl. Y 1/3 ManyeHToB CyLOpOru pe3ViCTeHTHBI K IIPOTHBOAMIIENTIYe-
ckoit Tepammu. Y 30% 60/IbHBIX BBIAB/ISETCS ITTyOOKasi yMCTBEHHAsI OTCTA/IOCTb.
Hapymurenns nosenenus y 6ompabix ¢ TC mpefcTaBIeHbl ayTU3MOM, arpeccuer.
ayToarpeccreil, F’MIepaKTUBHOCTDIO, OMCAHBI HAPYLICHUS CHA.

Koxxuble nsmenennsa npu TC mpefcTaBieHbl TUIIOMUIMEHTHBIMH IIATHAMI,
aHrnoubpoMamMn nIa, YIaCTKaMM «IIArPeHeBOl KOXKI», OKOTIOHOITEBBIMI
dbubpomamu, prOpo3HBIMY OIALIKAMM, OETBIMIU IPATSIMU BOTIOC.

[urnonurMeHTHbIE ISITHA SIB/IIIOTCS OGHUM M3 Hambosee YacThIX KOXKHBIX
npossnernit TC (90% ). MoryT o6HapyXMBaThCs C POXKAEHUA U ABILAITCA
OJIHVM U3 IepPBBIX MaHM(ECTHBIX IPU3HAKOB 3a6/10/1eBaHmsA. C BO3pacTOM Ha-
OmrojaeTcs TEHACHLMSA K YBEIMYEHNIO UX YMCIa. YMCIO TUIIONUIMEHTHBIX IIs1-
TeH BapbupyeT oT 3-4 o 100 u 6onee. Hanbonee xapakrepHas popma maTHa
—OBa/IbHas, IOXOXKAsl Ha JIUCT siceHsi. PasMepsl Bapbupyor oT 1 5o 12 cm. Pexe
BCTPEYAETCsI MHOKECTBO MEJIKUX IISITEH I10 TUITY «KOH(eTTm». OmmcaHbl TaKxKe
IUTMEHTHBIE IIATHA IBeTa «kode ¢ MoIoKoM» (16% ciydaes).

Anrno¢ubpomsl nmuia (47-90%) BcTpedaloTcs y feTeit crapiie 5 jeT, Ipef-
CTaBJIAIOT COOOJ Mamy/el 1-4 MM B AMaMeTpe C ITIaIKOI OBEPXHOCTBIO PO30-
BOTO MJIY KPAcHOTO IIBeTa, PAcIoNaralommecs CMMMETPUYHO Ha IIleKaxX, HOCY U
HOA60POJIKe IO THUITY «KPbIIbeB 6a60UKI».

YyacTok «iiarpeHeBoit Koxxm» (50% ) mpencraBiisieT co00M COENMHUTEND-
HOTKAHHBIIT HEBYC, KOTOPBIIT MOSB/IAETCS, KaK IPABIUIO, HA BTOPOM [jeCsITIIIe-
T XXM3HU U PACIIONAraeTCst B HOSICHUYIHO-KPECTII0BOI 06/IacTIL.

®ubposuble 6k (20-40% crydaes) HOSABILAIOTCSA Ha IEPBOM TOAY )KU3HU
U ABJIAIOTCA OFHUM U3 IEPBBIX IIPM3HAKOB 3abomeBanysa. PuOposHble OMAMIKU
IIepOXOBaTble Ha OLIYIb, BBICTYIAIOT HaJl OKPYXKAIOLell KOXKell, Jallle JIOKaIu-
3yI0TCS Ha /10y, MHOT/Ia Ha BOIOCYICTON 9aCT!U I'OJIOBBL.

Oxornonorressle ¢pubpomsl (17-52% ) mpescTaBIsLioT co60It TYCKIIbIE, Kpac-
Hble WM MsCHOTO IjBeTa HAIly/Ibl MM Y3€JIKH, PacTyIile OT HOITeBOTO JIOXa
VIV BOKPYT HOTTeBOI IIacTUHKY. OOBIYHO HOSBIAIOTCSA HAa BTOPOM JleCSTUIIE-
TUI SKV3HY, Yallle Ha HOTaX, 60jlee XapaKTepHbI LA XKEHIINH.

Msrkne Gubpomsl (30% 6ONMBHBIX) — 3TO MHOYXKECTBEHHbBIE WV €[MHIYHbIE
MSITKIIe 06pa30BaHMsI Ha HOXKKAX, MEIIOTIATON (pOPMBIL, pacTyiiye Ha IIee, Ty-
JIOBHII[E, KOHEYHOCTSIX.

[Mopakenne ceppua mpu TC mpencraBneHo pabmomMmoMaMu — OMyXOJTe-
BUJHBIMM OOpa3sOBaHMAMM, BO3HMKAIOIIVMY B CBS3M C HEIPAaBIIbHBIM (Op-
MMpPOBaHMeM SMOPVMOHAIbHBIX TKAHEBBIX KOMIIIEKCOB. DTOT THII OITyXOJei
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XapaKTepusyeTcss MHTPAdKCTPaMypalbHBIM WM 9KCTPaMypPaIbHBIM POCTOM.
ITo xom14ecTBy pabIOMIOMBI MOTYT OBITh B BUJIE €THUYHOTO Y3/Ia MU MHOXe-
CTBeHHbIMIU (45-92% cry4aeB). OIyXo/m pacronaraloTcs B >KeMyJouKax, Jalie B
JIEBOM, YeM B IIPABOM, MEXKETYJOYKOBOI IeperopoaKe, ManuIAPHBIX MbIII-
nax. Knmanyeckue cuMntoMsl pabnoMmuoM y geTeil pa3IndaloTcs B 3aBUCUMOCTI
OT BO3pacTa, OTHOCUTENIbHBIX Pa3MepOB I JIOKaIu3anuy orryxoan. OCHOBHBIMU
CUMIITOMaMIU SIB/IA€TCA CepledHas HefloCTaTOYHOCTb, IIpeicepHbIE U JKeMyH04-
KOBBIE apUTMMUY, O/I0KabI CepPALIa, MBI, TUAPOIePUKapS, KapAUOMeTramusi.

[TopakeH1e OopraHa 3peHNUs MPeNCTaBIeHO raMapToMaMu. Y GOMBIIMHCTBA
60/IbHBIX TaMapTOMBI CYLIeCTBYIOT 6€CCUMIITOMHO U He IIpeTepIIeBaloT M3MeHe-
HUII B TeYeHVe KU3HY OOIbHOTO VI IIOCTEIIEHHO PerpecCupyoT.

ITaTomorus moyex saHMMAET TPEThe ITO YaCTOTE MECTO CPEAV KIMHUYECKUX
npossnenuit TC u npefcTaBieHa aHTMOMUOIUIIOMAMY U KMCTaMM IO4YeK. AH-
THOMMONMUIIOMBI — Hambornee yacroe nposienenne TC (80% maunenTos). Oc-
JIOKHEHVMAMM aHTVOMMONIIOM TOY€EK ABMATCA TeMaTypus M KPOBOTEYEHMA.
Kucrpl moyek obHapyxusaoTcsa y 20% MyxuuH 1 9% sxenmus ¢ TC.  Ila-
TOJIOTUA IIOYeK, KaK IPaBWIO, IPOrpecCupyeT U MPUBOINUT K (HOPMMIPOBAHIIO
XPOHMYECKOII TIOYEYHOI HEJOCTAaTOYHOCTH.

[TopaxkeHre JIeTKMX MpeACTaBIeHO MMMpaHrnonerioMmuomarosom (JIAM),
KOTOpBINT 06HapyxmBaercsa y 30-40% 6GONbHBIX. B 3aBMCMMOCTH OT CTelleHU
BBIP2)XEHHOCTH M PAaCHpPOCTPAaHEHHOCTH 3a060/IeBaHMA MaKpPOCKOIIMYECKHe 13-
MEHEHN BapbyPYIOT OT efUHIYHBIX KIUCT 1O AUPQY3HBIX KIMCTO3HBIX VI3MEHe-
HUIT ¢ 06€enX CTOPOH OT BepXyIleK A0 OCHOBAHMIT 1eTKuX. JIAM IposIBIISIOTCS
IIPOrPeCCUPYIOIIEN OFBIIIKONM, IOBTOPHBIMM ITHEBMOTOPAKCaMy, HAKOIIEHMEM
XIJIE3HOTO BBINIOTA B IIOJIOCTY IIJIEBPHI U PEIKUMU 3IM304aMI KPOBOXapKaHbs.

Ta6muua 5. Bo3pacT 60bHBIX K IEPUOTY
maHudecramuu cumnromos TC.

C 20-11 Hemenu | Pabmommoma ceppiia
B/y pa3BUTHA
IO POXKIEHMS

[Tepunaranp- |Cy6smeHauManbHble y37Ibl, OYXOMU MO3Ta, MHOXKECTBEHHbIE
HBIIT IEpNOf, | KUCTBI TI04eK, GrbposHbIe O/SIIKY Ha 10y

ITepyon HOBO- | DOKaNbHBIE SMMIENTUYECKIE IPUCTYIIBI ¢/6e3 BTOPUIHOI
POX/EHHOCTH | reHepanu3alm

o 1 roma WudautunpHble cia3mel, ¢-M Becta, rumonmnryMeHTHbIe ISITHA Ha
KOJKe, 3afIepyKKa IICMXOMOTOPHOT'O Pa3BUTHS, TAMAaPTOMBI CETYATKY

Ho 5 ner C-M JleHokca- [acTo, ayTi3M, TPYAHOCTH C 0OydeHueM, aHT1-
obubpoMBbI uira

6-12 et YMcTBeHHas1 OTCTAIOCTD, TsKenoe TeueHue anmerncum, CIY,
CITA

Bspocnble HopmanpHblil MHTIEKT (P OTCYTCTBUM SIIMIENICHN),

AHTMMOMMOJINIIOMBI ITOYEK, HAM, OKOJIOHOI'TEBbIE (1)I/I6pOMbI
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Ho 2012 roga neuenne TC HOCMIO cMMOTOMAaTH4Yeckuil xapakrep. B 2012
rofly O6bI/I 3aperMCTPUPOBAH IIpeHapaT sBeponuMyc (Toprosoe HasBaHue au-
HUTOP), KOTOPBIT BIMsAET Ha OCHOBHOE 3BeHO IaToreHesa mpu TC (aBmgercs
uHruburopoM curnanpHoro nyt mI'OR) u ymenbinaer poct onyxoneit 8 [THC
u noukax. [Tpemapar TakKe CIIOCOOCTBYeT YMEHBIICHMIO YMC/IA SHVJICIITIYe-
CKVX IIPUCTYIIOB U CHIDKAET CTElleHb BRIPAKEHHOCTY aHIMo(uOpoM nuia.

OBeponmMMyc HasHayaeTcs ManyeHTaM ¢ COT'A, y KOTOPbIX HEBO3MOYKHO IIPO-
BeJieHIe HelfPpOXMPYPIIYecKOro IeYeHNUs M/ OHO COIIPSKEHO C GOTIBIINM PUCKOM.
HasHavenme sBeponMyca mokasaHo 6ombHbIM ¢ TC B Bo3pacTe crapiie 3 JieT, iMe-
toryM COIA, ecyt MMEIOTCS IPOTUBOIOKA3a VIS K XVPYPIUYeCKOMY JIeUeHMIO:

1. IpPOTMBOIIOKA3aHa aHECTe3VA VIM CaMO XVPYpPrudeckoe BMEIIaTe/IbCTBO,

2. HeBO3MOXKHO pajiVIKaJIbHOE yIaJIeHle OIyXOJI,

3. MMeeTCs aTMNNYHAS JIOKAIN3ALNS MIN 0C000€ PACIIONOKeHNEe OIIyXO0-

M, KOTZIa OTlepanyiad MOXKeT IIPUBECTU K OC/IOXKHEHMAM,
4. OTMeYaeTCs arpecCHBHBI POCT ONYXONM WIM BO30OHOBIIEHME POCTa
OITYXOJIM ITOCTIE YyKe IIPOBEeIEeHHOI pe3eKIn,

5. MMeeTcs OTKa3 OT IIPOBEeHIIS Ollepaliyi.

OBepoMMYC SB/IAETCS AKTUBHBIM MHIMOUTOPOM POCTa ¥ Mpojmepanun
OITyXOJIEBBIX KJIETOK, SH[OTEMMANBHBIX KIE€TOK, (pUOPOOIACTOB U I/IafKOMBI-
IIEYHBIX KIETOK KPOBEHOCHBIX cocyfioB. OH yMeHblraeT o6bemM COTA mapai-
JIETIbHO C YMeHbIIIeHVeM 00'beMa aHTMOMIOUIIOM TTOYeK 11 aHrno(GUOpOM JTuIa.
Adunurop (3BeponuMyc) B HacTosLee BpeMs BBITyCKaeTcs B popMe TabIeToK
110 2, 5, 5 1 10 M1, a TaKXKe JUCIeprupyeMbIX TaOIeTOK.

AduHuTOp CrIegyeT Ha3HAYaTh BHYTPh 1 pa3 B CYTKU B OFHO U TOXKE BpeMsd
Ka>K[BI HeHb /6o ¢ mumelt wim 6e3 Heé. TabmeTku apuuuTOpa CrIemyeT 3a-
IYBaTh CTAKaHOM BOJDbI, ¥ He C/IeyeT pa3)KeBbIBaTb MM pasnaMbiBaTh. ONTH-
MajibHas MPOJIO/KUTEIbHOCTD JIeUeHNs 9BEpONMMYCOM NTOKA He YCTaHOBJIEHA.
B HacrosIee BpeMsA PEeKOMEHIYeTCA MPOJO/DKATh HEIPePhIBHYIO TEPaIuio 10
coxpaHeHVs 3¢ deKTa WM pa3BUTVA HeIPUEeMIEMOI TOKCUYHOCTIL.

Hacnencreennslie 6onesHu o6MeHa BelecTB

Ocoboe MeCTO cpeny MOHOTEHHBIX 3a00/IeBaHMIT 3aHMMAIOT HACTIENCTBEH-
Hble 60mesHu obMmeHa BemtectB (HBO). O1u 3a6oneBaHus 06yC/IOBIeHbI MyTa-
IVAMM B TeHaX, KOAMPYIOLIMX Yallje BCero pepMeHTHI, peXke - TPaHCIOPTHBIE U
curHanpHble 6enkn. B Hactosimiee Bpemst onmcano 6omee 500 HO30/IOTMYECKMX
¢dopm. Cymmaphas yacrora HBO coctasiger 1:3000-5000 HOBOPO>KIEHHBIX.
Hamnbomee wacTo BCTpedaeTCsi ayTOCOMHO-PELIeCCHBHBIN TUII HAaCTI€HOBAHUL.
ITpu guarHocTKe OMOXMMIYECKIIe MapKephl 3a00/IeBaHNIs B JECATKY Pa3 OT/IU-
YaIOTCsl OT HOPMBI. [I1s1 3TOVI IPYIIIBI 3a00/IeBaHIIT CYIECTBYET BO3MOXXHOCTD
MeTabOoMMIeCKOl KOPPEKIUN.

K nmpmsnakaym, mossossiomuM 3anopo3putb HbO, MoxxHO oTHecTH:

1. Hanmume «CBETIOr0O IPOMEXYTKa»

2.  CUMIITTOMOKOMIITIEKC «BSITOTO pebeHKa»

3.  MbplmeyHass TUIIOTOHMS, CMEHSIONIASCSA MBILIEYHOM AUCTOHMEN U CIIa-

CTUYHOCTDBIO Ha 1-2 ropy »XusHu
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4. CHIDKeHUe CYXOXIIbHBIX pedpiekcoB

5. HeonaranbHble cyfoporn

6. TpymHOCTM BCKapM/IMBaHUA: HapylIeHVe COCAaHNUA 1 IIOTaHUA

7. Hapyuienns fpIxaHMs: allHO, TAXUITHO3

8. YBenmuueHue Ie4eHN U CeNe3eHKNU

9. AHOpekcus, pBOTa, I10Xas npubaBKa B Bece

Ta6muua 6. Bospact MaHupecTanuy pasIMIHBIX KTaCCOB
HaCIeCTBEHHBIX 00/Ie3Hell 00MeHa BellecTs.
Knaccet HEO\Bo3pacT ma- Heonaranp- | Herckuii Bo3- | IOHomecknii
Hudbecraun HBIVI IIEPIOJ, pacT BO3PAacT
OpraHnyeckue anugypun ++++ +- (oTHenbHBIE _
K/IMHUYeCKe
dbopmbi)

JedekTsl {MKIa MOYEBIHBDI ++++ + -
JleiinuHo3 ++++ ++ -
[MneprmmimHeMus HeKeTo- ++++ _ _
TUYECKast
Jpyrue aMmnHOAMAOTIATIN ++++ + -
Hapymenusa MUTOX0H- + ++++ (paHHUI _
APMATBHOTO [3-OKUC/IEHNs IeTCKUIL BO3-
SKMPHBIX KUCITOT pact)
MuroxoHfgpuanbHble 60- ++ ++++ ++
JIe3HN
JIuzocoMHble 60Me3HN Ha- _ ++++ +
KOIIJIEH V5T
Hapymenus yriesogHoro ++ +++ _
obMeHa
JedexTs! o6MeHa IypHHOB _ + _
Y IPYMUIVHOB
ITepokcucoMHbIe 6071€3HU ++ +4+++ +

MuroxoHapuanbHble 60Te3HN

Mutoxonppuanbhble 6onesnn (MDB) — 3To reTeporeHHas rpyIna Hacmef-
CTBEHHBIX O07Ie3Hell, 00YC/IOB/IeHHasA HapYIIEHNAMM B IbIXaTeTbHOI LIeIN MI-
ToxoHApuii. CyMMapHas JacTOTa MUTOXOHJPHANTbHBIX 60TIe3Hel COCTaB/IAeT OT
1:5000-1:10000. BrepBble MUTOXOHApIAIbHAS IATONIOTYs ObLIA OMICaHa B 1962
ropy Luft ¢ xorteramu. Hanbonee pacipocTpaHeHHBIMY TUITAMMU HaCTIeOBAHNUS
MB ABnAITCA MUTOXOH/IPMATIbHBIN U @y TOCOMHO-PELleCCUBHBIN, B TOXKE BpeMs
OIMCAHBI 8y TOCOMHO-/IOMVHAHTHBII 1 X-CILIeT/IEHHbIN TUIIbI HAC/IeJOBAHNA.

Ormmcansl cienmdudeckne 9epTel MB, KOTOpbIe XapaKTepHbI TOMBKO I 3TOM
rpymsl 3aboneBanuil. Bo-nepsbix, ckopocts MyTanuit MTJHK B 10 pa3s npesbl-
mIaeT CKOpocTh Mytauuit B sipepHoit JHK, 4To 06BsICHSET BBICOKYIO 4acTOTY
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9TOII IpyIIbl 3ab0meBanmit. Bo-BTopsIx, At Mb xapakTepeH MIMpPOKUit BHYTPU-
CeMeJHBbII MonMMOp¢N3M, BKIIOYAIOLINII IPOSIB/IEHNsI 3a00/eBaHys OT JIETKUX
JIO TsDKeNMBbIX GOPM B paMKaX OIHOJN ceMbl. B JaHHOM ciydae BHYTpMCEMEHBII
nomuMopduaM 6ymeT 00YC/IOBIeH MPOLIEHTOM MYTaHTHOU MUTOXOHJIpUAIbHON
JHK (m1JHK) B TKanax. Ilockonbky, npyu Mb B 0fiHOI K/IeTKe MM TKaHU MOTYT
OIHOBPEMEHHO IIPUCYTCTBOBATb HOPMasIbHbIe I MyTaHTHbIe MoyeKynbl MTJHK
(dpenomen rerepormasmun). Kpome toro, mpu Mb B ofHOIT ceMbe MOTYT OBITD BBI-
sIBTIEHBI OOTIbHBIE C MMOPAXKEHMEM PAasHBbIX OPTaHOB ¥ CHUCTEM, YTO OOBSCHIETCS
HepaBHOMEPHBIM pacIipefienieHyieM MyTaHTHOI MT/IHK B pasnyHbIX TKaHAX.

Done3nu npIXaTelbHON LielM MMUTOXOH[PUII OOYCTIOB/IEHBl HapyLIeHUAMU
mATH (pepMEHTHBIX KOMIUIEKCOB IbIXaTe/TbHON L[elyi MUTOXOH/JPMUIl, KOTOpbIe
00eCreunBaOT 3aK/TI0YNTETbHBII 9TAIl KJIETOYHOTO [bIXxaHusa u cuHTe3 ATO.

Knaccudukaums MB BkmodaeT 3abormeBaHMs, BbI3BaHHblE MyTaLMAMU
mtJHK, kotopsie moppaspensioT Ha ToukoBele MyTtanuy (cusagpomsl LHON,
NARP, JIu, MERRE, MELAS, MMC) u kpynusle nepectpoiiku (cunpgpomst KSS,
CPEO, Inpcona), a TaxKe 3a6omeBaHus, 00yCIOBIeHHbIE MY TAIVIAMY AflePHOI
JHK, BKIroYarommumMy MyTaliuu TeHOB, KOAMPYOIUX KOMIIZIEKCBI JbIXaTe/TbHO
e MUTOXOHAPUIL u Genku, HeoO6xoxmuMble it ux cobopku (cuumpoM JIn) u
MyTaLUM AEPHbIX T'eHOB, Bb3piBatouux Myrauny B MTIHK (cuagpom CPEO/
CPEO+, 60rmesup Anbrepca).

JIuarHoctka MDB OCHOBBIBaeTCS Ha OIpele/eHNy OKMCIUTEeNbHO-BOCCTa-
HOBUTEIBHOIO CTaTyca KIeTKM, MOP(OIOrn4eckoM MUCCIeNOBaHMY OuoITaTa
mbim 1 pesynbratax JHK-guarnoctuxn. ViccmenoBanme OKIMCIUTETbHO-BOCCTA-
HOBUTE/IbHOTO CTaTyca KJIeTKY BK/IIOYAeT OIpefie/ieHye KOHLIEHT ALY JIaKTaTa,
IMPYBaTa 1 KETOHOBBIX TeJI B KPOBI IO U ITOC/IE IINIIIEBOJ HATPY3KY MY HATPY3KI
IJIIOKO3011, 8 TaK)XKe OIpefeneHne KoHuentparyn makrara B LJCK. Mopdonornu-
YecKoe JICCTeloBaHye OMoITaTa MBI BKIOYaeT TVICTOXVMIYECKOE OIpeferie-
Hue (pepMEeHTOB 1 X aKTUBHOCTH, BBISIBIEHE «PBAHBIX KPACHBIX BOTIOKOH».

Cunppowm Jles (6omesns JIu, mogocTpas HEKPOTUSUPYIOLIAS
sH1epanoMmenonaT)

Cunppom Jles - camoe dactoe 3aboieBaHye 13 TPYIIIbI MUTOXOH/PUATbHBIX
6oresHell, MaHU(eCTUPYIOlee B pAHHEM JIETCKOM BO3pacTe, XapaKTepu3yIollie-
ecsl POrpecCUPYINIIMI HEBPOTOTMYECKYMI PAacCTPOICTBaMI. 3aboreBaHye
Ype3BBIYAIIHO TeHETNYECKY TeTePOreHHOe, TaK KaK K 3a00/IeBAHIIO MOTYT Y-
BOJIUTD, [T0 MEHbIIIEI Mepe, MyTauuu 15 pasIudHbIX reHOB. BriepBeie 3a6orneBa-
HIe OMMCaHO B 1951 rofy COBpeMeHHbIM aHIIUIICKUM HaToMopdosorom Denis
Leigh. Tun HacnegoBaHs MUTOXOH/IPUAIBHBII MY 2y TOCOMHO-PelleCCUBHBIIL.

Bospact fe61oTa 3a60meBaHys dalle BapbipyeT OT 1 10 5 /IeT, HO BO3MOXKHO
Hayasio 3a60/IeBaHMA 1 B IO[POCTKOBOM BO3pacTe. 3a00eBaHII0 MOTYT Ipes-
IIeCTBOBATb BAaKUVMHALVA VIV UHTepKyppeHTHble MHpexuym. [lepsble mpu-
3HAKM 3a00/IeBaHVsI, BOSHUKAIOLINE B MIaJ€HIECTBE, OOBIYHO HPeNCTaBICHBI
HapyLIeHNAMY BCKapM/IMBaHMA: IIJIOXMM COCaHMEM, PBOTOM, OTKAa30M OT €fibl,
nucarmeit, auapeert, 4To IPUBOANT K IZIOXOMY Ha6OPY Beca U 3afiep>KKe poCTa.
Y 60/IbHBIX ONMMCAHBI COHNMBOCTD W/IM IOBBILIEHHas Bo36yaumMocTs. Cymoporn
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MOTYT OBITb OZHIM 13 [TEPBBIX CUMIITOMOB 3ab071eBaHms1. B Hauase 3a6omeBanms
OHM MIMEIOT IIPeMMYIIeCTBEHHO MIOK/IOHMYECKIIT XapaKTep, 3aTeM Pa3BUBAIOT-
s TeHepalTN30BaHHbIe SIS TNYeCKIe IPUCTYIbL. 3aTeM HOSABIIAETCA Perpecc
IICUXOMOTOPHOTO Pa3BUTHsI, MbILIEYHasl TMIOTOHNS, AMCTOHUS, Xopendopm-
Hble TUIIEPKIHESBI, ATAKCUsI, OKY/IOMOTOpPHbIe aHOMamu (o¢Tanpmonapes, Hi-
CTarMm), SIM30/bI AIHO U TaxUnmHo3. KimuHuueckue cumntoMsl Bonesun Jles
BK/IIOYAIOT aTpOQUI0 3pUTEIbHBIX HEPBOB, OynbbapHble HapyuieHns. OMmIcaHbl
MsrKre (OpMbI 3a00/IeBaHNs, MPOTEKAoIINe C 3a/IepXKKOIl ICUXOMOTOPHOTO
paseutys. TedeHne 3a60meBaHysA BapyMabUIbHO. DIU30MbI KIMHIYECKOTO YXYA-
IIEHVIsI MOTYT 4YepefoBaThCsl C AMU30HAMI KOPOTKO BPEMEHHOTO YIyYIIeHVsI.
IIpu BOB/IeYeHNN B IpoLecC IepudeprdecKoil HEPBHOI CUCTEMBI OTMEYaeTCsI
arpodus MelLL, apedeKcus, meprieprdecKas HellpomaTusL.

IIpn MPT ronoBHOro Mosra HaXxofAT CUMMETpPUYHbIE M3MEHEHUA B IIOf-
KOPKOBBIX 00pa30BaHIsX TOJIOBHOTO MO3T'a, MOCTE, IIPOJO/ITOBATOM I CIIMHHOM
MO3Te, BO3MOXKHO ITOpaykeHMe 6e10To BelllecTa MOMyIIapuii ¢ GopMUpoBaHueM
kucrt. [Ipy SHMI BBIABAAIOT NpU3HAKM [JeMUETVHU3ALUN.

JlarHo3 mOATBEPXK/JAETCSI MOTIEKY/ISIPHO-T€HeTUIECKUMI MCCIeOBAHNSAMMY
SII€PHBIX ¥ MUTOXOH/[pUa/IbHBIX TeHOB. CreruduaecKoro nedeHns He paspado-
taHo. [IpoBofuTCst MeTabonmuyecKast ¥ CUMIITOMATHYeCKas TepaIlisl.

MeTtaxpomaTudeckas n1eikogncrpodus

Meraxpomarudeckas nerikopuctpodus (MXJI) — HacrencTBeHHOE 3aborte-
BaHIle, OTHOCSAIIEeCsT K TPYIIIIe TM30COMHBIX 60/Ie3Hel HAaKOIUIEHWsI C IPOrpec-
CUPYIOUIMM HeNpOJereHepaTuBHBIM TedeHneM. MXJI 6bUIa ommca”a B 1933 r.
Greenfield. 9To ofHa U3 caMbIX YaCTHIX TEMKOFUCTPOGUIL: YacTOTa 3a60/IEBaHNS
cocrasszeT 1:40000. O6a moma mopaXkarTCsi C ORMHAKOBOJ 4acTOTON. Beimerns-
I0T 4 TuIa 3ab0MeBaHMA B 3aBUCYMOCTY OT Bo3pacTa MaHMeCcTalyu: HO3THMI
I/IH(i)aHTI/I}'IbeIIZ, PpaHHWII IOBEHW/IbHBIN, TIO3HMI IOBEHM/IbHBIN U1 B3POCIIbIIA.

KimHuvecKre mpusHaKy MeTaxpOMaTNIeCKOil JIefKopnucTpoduu o6yciose-
HbI TepULINTOM M30COMHOTO (hepMeHTa apUICynIbgaTaspl A, TeH KOTOPbIIT Kap-
TMPOBAH Ha IIMHHOM ITede 22 XpoMocoMsl (22q13.31). HekoTopbie marjieHTsI ¢
9TMM 3ab0/IeBaHMEM MMEIOT HOPMA/bHbIN YPOBEHb apuicynbdarassl A. B aTom
cnydae KayHmndeckye mpusHaku MXJI cBs3aHBI ¢ HEOCTATOYHOCTDIO OeNKa-aK-
THMBATOpA - Callo3MHa B, KOTOpBIil BOB/IeYeH B pacnaf cynbdaTtunos. Oba 6yoxu-
MIYeCKIX fiepeKTa IPUBOMAT K HapYIICHUIO OTIIeIVIeHI Cy/Ibdara oT Lepe6po-
3uyCynb(aToB B KIeTKax 6e/I0ro BelecTBa FOJIOBHOTO MO3Ta 1 IepuepuiecKmx
HEpPBOB I B pe3y/IbTaTe - K HAKOIUIEHUIO CYNb(GATHUIOB B TKAHAX HEBPATILHOTO U
HEeHeBPa/IbHOTO ITPOMCXOK/AEHN A, TAaKMX KaK MOYKY U SKETIHBII MY3bIPh.

ITpu rUCTOMOrMYeCKOM MCCIESOBAHMY TKaHell OOHAPY>KMBAIOT MeTaxpoMa-
TUYeCKMe TPaHyIbl. BHyTpUIN30COMHOE HaKOIUIEHNME JTUIN/IOB BBI3bIBA€T I'M-
6e/1b HeIIPOHOB U I/IMAIBHBIX KITE€TOK.

Bce Tunbr MXJI mpoTeKaroT ¢ IpOrpeccMpyolyM yXyalIeHieM MOTOPHOM 1
HeJPOKOTHUTUBHOI QYHKIWIL. PasmaHble TUITHI 3a060/1eBaHMA TePEKPIBAIOTCS TI0
K/IMHMYECKOI KapTuHe. 3aboreBaHe OBICTPO MIPOrpeccupyeT y MOTIOABIX MaljlieH-
TOB 11 607Iee MeJIEHHO Te4eT BO B3pOc/ioM BospacTe. Cyoporyu MOTYT BCTPeYaThCs
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npu mo6oit popme MXJI 1 MOTYT OBITH TIEPBBIM KIMHUYECKIM CUMIITOMOM 3260-
nesanys1. Camoit yactoit popmoit MXJI siBrsietcst mospusist nHdanTunbHas popma.
Y maiueHToB ¢ no3aHel NHQaHTUIbHOI (opMoli 3aboeBaHye MaHUpECTH-
PyeT B Bo3pacTe OT 6 MecsILeB 10 4 1eT HapyIleHIeM IIOXOKM, PErPeccoM Mo-
TOPHOTO Pa3BUTYsI, ATPODUEN JUCKOB 3PUTENbHBIX HEPBOB 1 CHIDKEHUEM ITIy-
OOKMX CYXOXXM/IBHBIX pedIeKCOB, MBIIIEYHOI ITMIOTOHNUENL. 3aTeM Pa3BUBACTCS
HIYDKHSISL CIIACTUYeCKast JUIIIEI s, aTaKCHs, @ T03XKe CIACTUIeCKMI TeTpamnapes.
IToTepst MOTOPHOII ¥ KOTHUTUBHO QYHKIIMIT IIPOMCXOAUT OBICTPO ¥ CMEPTD Ha-
CTyIIaeT B Te4eHue 5 JIeT HocIe MaHupecTaluy KIMHNYECKIX CUMITOMOB.

Y 607pHBIX C paHHeN 0BeHMIbHO dopmoit 3aboneBanus (4-6 ner) 3abo-
NeBaHNe MaHU(ECTUPYET PErPecCOM MOTOPHBIX HABBIKOB, O0/Iee OUeBUIHBIMI
CTAQHOBSTCS HAPYIIEHNS ITOXOKY, aTAKCUsI, TUIOPeIeKCIs CMEHsIeTCsT TUIIep-
pedriekcreit, cygoporamu, CHIDKeHMeM KOTHUTMBHOI ¢(yHKuny. 3aboneBaHue
IpOorpeccupyeT MefjeHHee, YeM IIpU Mo3JHell nH(aHTUIbHOI GopMe, CMEPTh
HacTymaet d4epes 10-15 yeT mocne MaHudecranmy 3aboneBaHus, 60IbHbIE peli-
KO focturaloT 20-71eTHEero Bo3pacTa. XapaKTePHbI OCTPbIe XOMEIUMCTUTHI, TaH-
KPEeaTUThI, KPOBOTEUEHMsSI 13 JKeTyLOIHO-KIUIIIETHOTO TPAKTA.

IMospuas oBeHMIbHAA (6-16 eT) 1 B3pocinass GopMbl MaHUpECTUPYET Ha-
PYLICHUAMM [TOBEIEHNUN ¥ CHIDKEHMEM KOTHUTUBHON (QYHKLNY, IJIOXOI ycIie-
BaeMOCTBIO B LIKOJIE 1 MpobaeMaMu Ha pabore. 3aTeM BO3SHUKAIOT HaPYIIEHNUs
MoTopHoit ¢yHKIuM. IloBeneHdeckue Mpo6IeMbl MOTYT OMIMOOYHO PaCIieHN-
BaThCs KaK fe0I0T Icuxmarpuieckux 3abonesannit. I1anyeHTsl ¢ I03HElT I0Be-
HIWIbHOI (OPMOII 4YacTO MOXVBAIOT O B3pOCIOro Bo3pacTa. IIpy B3pocibix
¢dbopMax omnmcaHbl [UCTOHNUS U XOPEUPOPMHBIE [[BIDKEHISL.

Ta6muua 7. Knuundeckue npusHaky pasnmaHbix popm
MeTaxpoMaTu4ecKoil TeiiKopucTpodum.

Knuunyeckuit mpusHak/ TTO3[THSIS MH- paHHsA TIO3MTHSS

dbopma dauTmipbHast | OBeHWIbHAA | HOBEHWIbHAS
dbopma dbopma " B3pocmas

dhopmbl

Perpecc MOTOPHBIX U IICHXO- + + -

peyeBbIX HABBIKOB

Hapyenns noxonxu + + +

Mplie9Hast TUTOTOHS + + +-

Tpemop, TynoBMIHAS +- + +-

aTaKCysl

Cygopornu + + +

ATpodust IUCKOB 3pUTEND- + + +

HBIX HEPBOB

HemeHnus - - +

Hapyenns mosegeHns - + +

IIcuxo3bl - - +
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[Tepndepudeckast HeifpOMaTHsL ABISAETCS BaXKHON YePTOIl HACTIENCTBEHHBIX
3aborneBaHMit MeTaboMM3Ma INIINOB MUCTIHA, TAKMX KaK MeTaXpOMaTHdecKas
nesikopuctpodus u 6omesub Kpabbe. IIpn nposenenyy D9HMI BBIABIAIOT CHM-
JKeHe CKOPOCTH IIPOBeIeHNMs NMITY/Ibca 110 IepudepudeckuM HepBaM. Bsico-
KU1 ypOBeHb Oe/lKa HaxXOfAT B CIIMHO-MO3TOBOI >KugKocTu. Ipy nmpoBegeHnn
MPT oTMeuaroTcs 09aroBble M3MEHEHNs 6€/I0T0 BEleCTBa.

JlrarHos MOATBEPXKIAeTCss M3MePeHMeM aKTUBHOCTY apWICyabdaTasspl B
nejikonuTax u pubdpobdracrax.

IuddepeHnyanpHbll IMarHo3 ClefyeT MpOBOAUTH ¢ OonesHbio Kpabbe,
X-crierieHHOI afipeHoeKoaycTpoduert, Apyrumy GopMaMy JIEKOJUCTPO-
¢uil, MHO>KeCTBEHHBIM Cy/IbgaTasHbIM AePUIUTOM, CUHIPOMOM IUIEePaKTUB-
HOCTH C Je(pUINTOM BHUMAHMS, UIM30(pPeHNUelL.

SddexTnBHOTO NeUeHMsE 3aboneBanMs He paspaboTaHo. IlpoBognuTcs cum-
nromarudeckas Tepamusa. Ha cragum paspabotkym Haxommtcsi QpepMeHT-3a-
MEeCTHUTe/IbHAsL Tepamus - Mperapar «Merasum» (pupmbpl Zymenex), mpemHa-
3HAYEHHBIIT [IS TedeHs T03Hell nHpaHTIIbHOIT GopMbl 3aboneBanus. [Ipu
Ho31Hel MHGaHTWIBHOI 1 I0BEHVIbHOI (pOpMax IPOBOAUTCA TPAHCIUIAHTAIVIA
KOCTHOTO MO3Ia.

Bonesup Kpa66e

Bonesup Kpab6e (BK) - 3aboneBanye u3 rpynmbsl chUHIOTUINLO30B C ay-
TOCOMHO-PEL|eCCYBHBIM TUIIOM HaC/Ie0BaHN, 00YCTIOBIeHHOE feDUIIITOM /-
30COMHOrO (pepmeHTa ramakrosuanepamuy P -ramakrosupasst (GALC). B 1916
ropy R. Krabbe ommcan xinandeckyio kapTuny 3abosieBaHms, XapaKTepu3yo-
I[Erocs CNACTUYHOCTDBIO, U OBICTPBIM IporpeccrposanueM. Yacrora 3abornesa-
Hust coctapysieT 1:100000. O6a mona mopakarTcs ¢ OFMHAKOBOI YacToToil. BK
- reTeporeHHOe 3a00/eBaHNe, B OONBIIMHCTBE CITyYaeB 00YC/IOBIEHHOE My Ta-
uuAMM B reHe GALC, KOTOpbIN KapTUPOBaH Ha JJIMHHOM Iljiede 14 XpOMOCOMBI
(14g31.3).

GALC y4acTByeT B paclafie TalTaKTO3MILEPaMI/ia, SABJIAIIETOC BaKHBIM
KOMIIOHEHTOM MUEJIVHA, ¥ APYTUX CPUHTOTUNIN/IOB, BKIIOYast ICUX03uH. [amak-
TO3WILIEPaMIJ] COTEPKMUTCS B GOIBIIOM KONMMYECTBE B MUEINHE, KOTOPBII CUH-
TE3UPYETCA ONUTOJEHAPOITINEN M IIBAHHOBCKMMY K/IETKAMM, ¥ IPAKTUYECKN
OTCYTCTBYET B IPYTHX OpraHax 3a VICK/IIoYeHneM Ioyek. HakomnieHnne ramakro-
3MIL[epaMIfia B IM30COMAX MIPUBOUT K ITOSIBIEHNUIO TIOOOVIHBIX K/IETOK, KOTO-
pble ABAOTCA TUcTonornmdecknm MapkepoM BK. Tamakrosmwicounrosun (mem-
XO3MH), KOTOPBII1 SIB/ISIETCS BBICOKOTOKCUYHBIM BEI[eCTBOM, BBI3bIBAET IMbENDb
KJIETOK ONMUTOfleHApOrny. bbicTpas ecTpyKIus OMUTOfEH/IPOIIANA TPUBOAUT
K pacragy MUeNMHA U JalbHENIIeMy CHIDKEHMIO €T0 PO yKIIMH.

BK noppaspensercs Ha 4 IOATUIIA B 3aBUCUMOCTY OT Bo3pacTa MaHudecTa-
1yu: MHQPAHTUIBHBIN, TO3JHII MHGAHTUIBHBIIA, IOBEHUIbHBIN U B3POCIIBIIL.

Camoiit gacToit popmoit 3a60/1eBaHMs ABIACTCS MHPAHTIIbHAS VTN K/IACCHU-
Jeckas Gopma, cocrasisiomas 85-90% cnydaes. Maundecraius 3aboneBaHms
IPOUCXONUT B Bo3pacTe 3-6 MecsAleB. IlepBas cragnsa saboneBaHNA BKIIOYAET
TUIIePBO36YINMOCTD, MBIIIEYHBII TUIIEPTOHYC, TUIIEPCTE3NIO, TIOXYIO0 MpnbaB-
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Ky B Bece, PBOTY, FacTpoa3odareabHblil peIioKe, TUIIEPTEPMUIO U 3aIePXKKY
IICUXO-MOTOPHOTO Pa3BUTHsA, CIELYIOLIYIO 3a IIEPUOLOM HOPMATbHOTO pasBMU-
A, Bropas cragus 3aboneBaHus BKIIOYaeT perpecc NCuXo-MOTOPHOTO pasBy-
TU, TIOBBILIEHYe MBILIIEYHOTO TOHYCA, OIMCTOTOHYC, TUNeppedIeKcuio, Cyao-
poru, aTpodMIo [UCKOB 3pUTEIbHBIX HEPBOB, runorpo¢uio. Ha Tperbeit ctagym
IPOUCXOANUT IOTEPS IPOU3BOIbHBIX ABVKEHMIT, BOSHUKALT eliepeOpariioHHas
11033, C/IENOTa, IIyX0Ta, MAlYIeHTHl NIepecTaloT PearnpoBaTbh Ha BHEIIHME CTU-
MYIIBL.

[MospusAs vHpaHTUIBHAA dOpMa TedeT CXOAHO, HO MeHee 6bicTpo. ITocne
Iepyosia HOPMAAbHOTO PasBUTHUA OT 6 MeCALEB IO 3-X /IeT BOSHMKAET Pasfpa-
JKUTENbHOCTD, MBIIIEYHBIN TUIIEPTOHYC, aTAKCHA, 3alePXKKa IICUX0-MOTOPHOTO
PpasBUTHA, IPOTpeccHpyIollee YXyALIeHNe U ToTeps 3peHMs.

KnuHnyeckue mpusHaky 3a0o/eBaHMs MY MO3LHO MaHU(ECTUPYIOLIUX
¢dbopMax BKIIOYAIOT IapacTe3ny, CHYDKEHME MBIIIEYHON CUJIbI, CIACTUYHOCTD,
aTaKCHIO, Iapesbl, 3a/IePXKKY, flajlee perpecc ICUXOMOTOPHOTIO Pa3BUTHSA, CYH0-
poru, aTpouIo IUCKOB 3pUTEIBHBIX HEPBOB, IIOTEPIO 3peHNs, CTICHIOTY.

Bospact MaHudectanuy oseHmbHol popmbl bK Bappupyer ot 3 o 8 ner.
BosHuKaeT OBICTpBIIT IICMXOMOTOPHBIIT perpecc. Bapocmast popma maHupectn-
pyeT B Bo3pacTe cTaplie 8 jeT 1 MPOsIBIAeTCA NepudeprdecKoil HellpomaTu-
eif, iepebeIApHON [UCHYHKIMEN, CIACTUYHOCTBIO M HApYLICHNEM KOPKOBBIX
¢dynxunit. B penknx cmyyasx saboneBaHye MaHUdeCTUPYeT ICUXNYECKIMI Ha-
pyleHuAMM. B O0NbIIMHCTBE Cy4YaeB CMepPTEIbHBI MCXOJ, HACTYIIAeT B Tede-
Hye 3-X JIeT noc/ie MaHu(ecTayy KIMHIYeCKUX CYMITOMOB.

ITpu SHMI omnmcaHo CHMKeHMe CKOPOCTH ITPOBEIeHNsI MMITY/IbCa T10 IIepu-
depuuecknm HepBam.

ITpu MPT romoBHOro Mosra — HOpakeHNe MOJKOPKOBBIX CTPYKTYP, Oermo-
IO BEIeCTBa MO3Ke4Ka, MMPAMUIHbIX TPAKTOB, IIOPAXKEHIE MO30/IMCTOTO Te/a.

[lyarHo3 nopTBepXK/iaeTCs OIpee/ieHMeM aKTUBHOCTY (epMeHTa ralaKTo-
Iepe6po3N/ashl B JIEMKOLUTAX KPOBY WIU KY/IbType KOKHBIX (pruOpo6m1acToB.

IuddepenianpHblil fUATHO3 CIEfyeT IPOBOAUTH ¢ GM2-raHINNO3U030M,
60me3Hbio Jolre, MeTaXpOMaTHIeCKOI efKogucTpodueit, redpunntom cHuHro-
muenvHasbl. Crernyduyeckoir Tepamuu nns nedennsa BK He paspaborano. Ha
JOKIMHIYIECKOI CTa/iuy 3a00/1eBaHNA IPY BCeX KIMHNIECKUX POPMax MCIOTb-
3yeTcs TPAHCIUIAHTALMA FeMOMO3TUYECKMX CTBOIOBBIX KIETOK.

Taxym 06pa3oM, Ha OCHOBaHMY aHAMHe3a, KIMHUYECKOI KapTHBI, JAaHHBIX
POIOCTIOBHOI, PE3Yy/IbTaTOB IIPOBEEHHBIX MICCIEIOBAHNI, Bpad MOXKET 3aII0fl0-
3pUTb HACTIeACTBEHHYIO IATONOTUI0 y pebeHKa. 3aTeM C OMOLIbIO IINTOTeHeTH-
YeCKUX, MOJIEKY/IAPHO-TeHeTUYECKIX VTN OMOXMMUYECKMX METOJIOB IIOCTABUTh
HpaBWIbHBI MArHO3, YTO MO3BOJUT YTOUYHWUTD IIPOTHO3 TeUeHNs 3aboreBa-
HYS, B psfie Cly4yaeB Ha3HAUUTb CIeluduyeckoe jledeHue, ONpeNe/IUuTh IIpo-
THO3 [Ja/IbHEIIIET0 HeTOPOXXAEHNSI B CeMbe U IIPEJOTBPATUTH POXKAEHE HOTIb-
HOTO pebeHKa.
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Cxema 1. AIropuTM AMAarHOCTUKY XPOMOCOMHBIX 00/e3Heil 1
MUKPOIIVITOTeHEeTHYEeCKIX CHHIPOMOB

» Ilomo3penne Ha XPOMOCOMHYIO OOJIE3HB 110
KJIMHUYECKOH CHMITOMATHKE

* Haymune y peGeHKa MHOKECTBEHHBIX
BPOJKICHHBIX IOPOKOB PA3BUTHSI, HE
OTHOCSIIMXCS K TEHHOMY CHHPOMY.

. CyLLleCTBeIIIIaﬂ 3aJIep’KKa YMCTBEHHOI'O 1
(dusnueckoro pasBuTus y pedeHka

. 3anep)m<a T10JIOBOI'O pa3BUTHSA

HUccnenosanue
KapuoTHIIa

XpomocomHast
aHOMaIus

Hopma

*  Kowmmekc aHoManuii pa3BuTHSA, HE
SIBIISTIOILMICS CTICIIM(UYHBIM JUISl H3BECTHBIX
TEHETHYECKUX CHHIPOMOB

. HeCPlHleOMaﬂbHaﬂ YMCTBEHHas OTCTaJIOCTh
« PaccrpoiicTBa ayTHCTHYECKOTO CIIEKTpa

. Kinanueckne TIPOSABJIEHHUS. MOHOI'€HHOI'O
3aboseBaHust y GOIBHOIO, y KOTOPOrO HE
06Hapy)KeH0 MyTaLl"ﬁ B COOTBETCTBYIOLLIEM
TEHE MOJICKYJIAPHO-I€HETUYECKUMHU METOIaMU

Y

MukpomMaTpuuIHBIit
XPOMOCOMHBII
ananmm3

MuKkpoeneiMOHHbIH W
MHKPOTY KA OHHBIH
CHHJIPOM

Hopma

N\

Jansnenmmit

TIOUCK
MOHOT€HHBIX
CHHJIPOMOB

31



I 3AMETOK

32




<<
  /ASCII85EncodePages false
  /AllowTransparency false
  /AutoPositionEPSFiles true
  /AutoRotatePages /None
  /Binding /Left
  /CalGrayProfile (Dot Gain 20%)
  /CalRGBProfile (sRGB IEC61966-2.1)
  /CalCMYKProfile (U.S. Web Coated \050SWOP\051 v2)
  /sRGBProfile (sRGB IEC61966-2.1)
  /CannotEmbedFontPolicy /Warning
  /CompatibilityLevel 1.3
  /CompressObjects /Off
  /CompressPages true
  /ConvertImagesToIndexed true
  /PassThroughJPEGImages true
  /CreateJobTicket false
  /DefaultRenderingIntent /Default
  /DetectBlends false
  /DetectCurves 0.0000
  /ColorConversionStrategy /LeaveColorUnchanged
  /DoThumbnails false
  /EmbedAllFonts true
  /EmbedOpenType false
  /ParseICCProfilesInComments true
  /EmbedJobOptions true
  /DSCReportingLevel 0
  /EmitDSCWarnings false
  /EndPage -1
  /ImageMemory 1048576
  /LockDistillerParams false
  /MaxSubsetPct 100
  /Optimize false
  /OPM 1
  /ParseDSCComments true
  /ParseDSCCommentsForDocInfo true
  /PreserveCopyPage true
  /PreserveDICMYKValues true
  /PreserveEPSInfo true
  /PreserveFlatness true
  /PreserveHalftoneInfo false
  /PreserveOPIComments false
  /PreserveOverprintSettings true
  /StartPage 1
  /SubsetFonts true
  /TransferFunctionInfo /Preserve
  /UCRandBGInfo /Preserve
  /UsePrologue false
  /ColorSettingsFile (None)
  /AlwaysEmbed [ true
  ]
  /NeverEmbed [ true
  ]
  /AntiAliasColorImages false
  /CropColorImages true
  /ColorImageMinResolution 300
  /ColorImageMinResolutionPolicy /OK
  /DownsampleColorImages true
  /ColorImageDownsampleType /Bicubic
  /ColorImageResolution 300
  /ColorImageDepth -1
  /ColorImageMinDownsampleDepth 1
  /ColorImageDownsampleThreshold 1.16667
  /EncodeColorImages true
  /ColorImageFilter /DCTEncode
  /AutoFilterColorImages false
  /ColorImageAutoFilterStrategy /JPEG
  /ColorACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /ColorImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000ColorACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000ColorImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasGrayImages false
  /CropGrayImages true
  /GrayImageMinResolution 300
  /GrayImageMinResolutionPolicy /OK
  /DownsampleGrayImages true
  /GrayImageDownsampleType /Bicubic
  /GrayImageResolution 300
  /GrayImageDepth -1
  /GrayImageMinDownsampleDepth 2
  /GrayImageDownsampleThreshold 1.16667
  /EncodeGrayImages true
  /GrayImageFilter /DCTEncode
  /AutoFilterGrayImages false
  /GrayImageAutoFilterStrategy /JPEG
  /GrayACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /GrayImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000GrayACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000GrayImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasMonoImages false
  /CropMonoImages true
  /MonoImageMinResolution 1200
  /MonoImageMinResolutionPolicy /OK
  /DownsampleMonoImages true
  /MonoImageDownsampleType /Bicubic
  /MonoImageResolution 1200
  /MonoImageDepth -1
  /MonoImageDownsampleThreshold 1.50000
  /EncodeMonoImages true
  /MonoImageFilter /CCITTFaxEncode
  /MonoImageDict <<
    /K -1
  >>
  /AllowPSXObjects false
  /CheckCompliance [
    /None
  ]
  /PDFX1aCheck false
  /PDFX3Check false
  /PDFXCompliantPDFOnly false
  /PDFXNoTrimBoxError true
  /PDFXTrimBoxToMediaBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXSetBleedBoxToMediaBox true
  /PDFXBleedBoxToTrimBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXOutputIntentProfile (None)
  /PDFXOutputConditionIdentifier ()
  /PDFXOutputCondition ()
  /PDFXRegistryName ()
  /PDFXTrapped /False

  /CreateJDFFile false
  /Description <<
    /CHS <FEFF4f7f75288fd94e9b8bbe5b9a521b5efa7684002000410064006f006200650020005000440046002065876863900275284e8e9ad88d2891cf76845370524d53705237300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c676562535f00521b5efa768400200050004400460020658768633002>
    /CHT <FEFF4f7f752890194e9b8a2d7f6e5efa7acb7684002000410064006f006200650020005000440046002065874ef69069752865bc9ad854c18cea76845370524d5370523786557406300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c4f86958b555f5df25efa7acb76840020005000440046002065874ef63002>
    /DAN <>
    /DEU <>
    /ESP <>
    /FRA <>
    /ITA <>
    /JPN <FEFF9ad854c18cea306a30d730ea30d730ec30b951fa529b7528002000410064006f0062006500200050004400460020658766f8306e4f5c6210306b4f7f75283057307e305930023053306e8a2d5b9a30674f5c62103055308c305f0020005000440046002030d530a130a430eb306f3001004100630072006f0062006100740020304a30883073002000410064006f00620065002000520065006100640065007200200035002e003000204ee5964d3067958b304f30533068304c3067304d307e305930023053306e8a2d5b9a306b306f30d530a930f330c8306e57cb30818fbc307f304c5fc59808306730593002>
    /KOR <FEFFc7740020c124c815c7440020c0acc6a9d558c5ec0020ace0d488c9c80020c2dcd5d80020c778c1c4c5d00020ac00c7a50020c801d569d55c002000410064006f0062006500200050004400460020bb38c11cb97c0020c791c131d569b2c8b2e4002e0020c774b807ac8c0020c791c131b41c00200050004400460020bb38c11cb2940020004100630072006f0062006100740020bc0f002000410064006f00620065002000520065006100640065007200200035002e00300020c774c0c1c5d0c11c0020c5f40020c2180020c788c2b5b2c8b2e4002e>
    /NLD (Gebruik deze instellingen om Adobe PDF-documenten te maken die zijn geoptimaliseerd voor prepress-afdrukken van hoge kwaliteit. De gemaakte PDF-documenten kunnen worden geopend met Acrobat en Adobe Reader 5.0 en hoger.)
    /NOR <>
    /PTB <>
    /SUO <>
    /SVE <>
    /RUS ()
    /ENU (Litoscan Prepress)
  >>
  /Namespace [
    (Adobe)
    (Common)
    (1.0)
  ]
  /OtherNamespaces [
    <<
      /AsReaderSpreads false
      /CropImagesToFrames true
      /ErrorControl /WarnAndContinue
      /FlattenerIgnoreSpreadOverrides false
      /IncludeGuidesGrids false
      /IncludeNonPrinting false
      /IncludeSlug false
      /Namespace [
        (Adobe)
        (InDesign)
        (4.0)
      ]
      /OmitPlacedBitmaps false
      /OmitPlacedEPS false
      /OmitPlacedPDF false
      /SimulateOverprint /Legacy
    >>
    <<
      /AddBleedMarks false
      /AddColorBars false
      /AddCropMarks false
      /AddPageInfo false
      /AddRegMarks false
      /ConvertColors /ConvertToCMYK
      /DestinationProfileName ()
      /DestinationProfileSelector /DocumentCMYK
      /Downsample16BitImages true
      /FlattenerPreset <<
        /PresetSelector /MediumResolution
      >>
      /FormElements false
      /GenerateStructure false
      /IncludeBookmarks false
      /IncludeHyperlinks false
      /IncludeInteractive false
      /IncludeLayers false
      /IncludeProfiles false
      /MultimediaHandling /UseObjectSettings
      /Namespace [
        (Adobe)
        (CreativeSuite)
        (2.0)
      ]
      /PDFXOutputIntentProfileSelector /DocumentCMYK
      /PreserveEditing true
      /UntaggedCMYKHandling /LeaveUntagged
      /UntaggedRGBHandling /UseDocumentProfile
      /UseDocumentBleed false
    >>
  ]
>> setdistillerparams
<<
  /HWResolution [2400 2400]
  /PageSize [595.276 841.890]
>> setpagedevice




