MPABHTEJIBCTBO MOCKBbI
JEINAPTAMEHT 3JIPABOOXPAHEHHA 'OPOJIA MOCKBBI

COI'JIACOBAHO YTBEPKAAIO

3amecTiy 175 Irpe i eiagenn Yuenoro IlepBbiH 3aMeCTHTENb PYKOBOAHTEINA

e A8 \RgapTamMeHTa JlenapTameHTa 31paBoOXpaHEHHS

3apaj (OCKBEI
.‘_l__‘*f ocTomaposa E I iy R, i H H Torexaes
O .- - 20 B0 /R WA R A 2 Py AR YA

HACJIEACTBEHHBIE 3ABOJIEBAHUA B I[TPAKTHUKE
JETCKOI'O HEBPOJIOT'A

MeToaHYecKHe peKoMeHAalMH Ne & ;/

naBueiii BHemTaTHLI JeTexnit
CIEUHATHCT HEBPOJIOT
JenapramenTa 3ApaBooXpaHeHnsn

ropoaa Mocksbi
T.T. BaTbimesa %:w%

“ 024’ » ﬂf‘ﬂ)’:’j%ﬁ:’bﬁ oZﬁ/SH

Mocksa

2015



Yupexxgenne paspaborunk: ['bY3 «Hayuyno-npaxTidecknit 1eHTp
IeTCKOI IICMXOHEBpOIOrum» JlemapraMeHTa 34paBOOXpPaHEHNSI TOPOZA
MocKBbL.

CocraBuremn: fupexrop I'bY3 «Hay4yno-npakTudecknit eHTp HeT-
CKOJI IICUXOHEeBpONIorny» JlemapTaMeHTa 3ApaBoOXpaHeHNsA ropoga Mo-
CKBBI, JJOKTOp MefUIVHCKUX Hayk, nmpodeccop T.T. bareimesa; Bpau
- reHeTuk I'bY3 «Hay4Ho-mpakTuyeckuil IeHTp IeTCKOI 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: ropofja MOCKBBI, KaHOUAAT
MeguumHcKKX Hayk O. B. KBacosa.

PemeH3eHT: [OKTOp MENUIMHCKMX HayK, Ipodeccop, 3aBefylo-
muit Kapeapoit MegUIMHCKO reHeTky [lepBoro MoCKOBCKOro rocy-
NapCTBEHHOTO MeIMIMHCKOro yHusepcurera umeHu JVI.M. CedeHoBa
A.10.AcaHoB.

HasnaueHnme: 111 [IeTCKUX HEBPOJIOTOB, NIEAVATPOB, ICUXOTEpAIIeB-
TOB, Bpadell OTHEIEHUIT MEAVLVHCKON peaémnMTauMM, MOLPOCTKOBBIX
TepaIeBTOB.

JlaHHBIT JOKYMEHT SB/IsAETCS COOCTBEHHOCTRIO [lemapramenTa 3ipa-
BOOXpaHeHMsA ropofa MOCKBBI, He ITOJIeXXUT TUPKMPOBAHNIO U paclpo-
CTpaHeHNIo 6e3 COOTBETCTBYIOLIETO paspelleHN .



BBEOEHUE

HacrenctBeHnHble 3a00/1eBaHNsI BCTPEYAIOTCS B IIPAKTHKe Bpadeil BCeX Clie-
uanbHOCTell. JlonA Hac/leCTBEHHON IaTONOTUMU COCTAB/AET 3HAYMTENbHYIO
YacTb B CTPYKType HETCKOIl 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 JeTCKO MHBaMgHOCTH. B Poccun exxerogno poxxpaercsa okomno 30 ThiC.
JieTell C BpOXK/IeHHBIMM HAC/IefCTBEHHBIMI 3a00/IeBaHMAMY, cpefyt HuX oT 70 1o
75% MHBaMUAbL. Bpo>kaeHHbIe ¥ HACTIE[CTBEHHbIE OOMe3HN COCTABIIIOT 25% 1
3aHJMMAIOT BTOPOE MeCTO Cpey IJIAaBHBIX IPUYMH CMepTU feTeli 1o 1 ropa.

HacrnencrBeHHas aTONMOTYsA XapaKTepPU3YeTCsA HEKOTOPBIMY CHeIMpuIecKm-
MM TIpU3HAKaMIL, KOTOpble HeOOXOAMMO 3HATh Bpady 0001t ClIenNaaIbHOCTIL: Ce-
MEJTHBIM XapaKTePOM 3a00/IeBaHNIT, XPOHMYECKUM, IPOTPEAUEHTHBIM PeLVaN-
BUPYIOIUM TeUeHMEM, HaIM4ImeM CIeluduuecKux CMMIITOMOB HaCTeACTBEHHON
[IATOJIOTYM, IIOTIVOPTaHHOCTBIO MTOPaKeHNs, BPOXKICHHbIM XapaKTepoM 3aboe-
BaHII U PE3UCTEHTHOCTHIO K Hanbosiee pacrpoCTpaHEHHbIM CXeMaM TePATIVL.

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

JMarHoCTiKa HaC/IeNCTBEHHbIX 0O/Ie3Hell OCHOBaHA Ha [JAHHBIX KIMHUYECKOTO
OCMOTPA, K/IVHIKO-TeHeaIorn4ecKoro uccienoBans (cOop pofOCIOBHOI) 1 pe3yb-
TaTax 1abopaTOPHbIX MccmenoBanmil. KnyHmudeckmMy mpusHakaMy HaCIeCTBEHHDIX
3ab0/IeBaHMIT SIBIIAIOTCST BPOYKIIEHHbIE TIOPOKY Pa3BUTHS (OObIIIie aHOMA/INY pa3-
BUTIST) Y MaJTble aHOMA/TUI PasBUTHS (CTUTMBI IUCOIMOPUOTeHe3a, MUKPOIPU3HAKIA).

Majble anomamuu passutyisi (MAP) Bo3HMKAIOT Ha CTafiMu IUCTOreHe3a U
SBJISIOTCS HeCTeu(pUIecKuMM MPU3HAKAaMM HAPYIIEHHOTO 3MOPMOHATBHOTO
MopdoreHesa, KOTOpble 00YCIOB/IEHbI HAaC/TeACTBEHHOI TATOIOTHEN], TEPATOTeH-
HBIM BO3/Ie/ICTBYEM UMM SABJIAIOTCA CIyYallHBIMU OTK/IOHEHUAMM B Pa3sBUTHUIN.
OHU MOTYT BO3HMKATD IIPAKTUYECKI BO BCEX OpraHax, HO IIPY AMATHOCTVKe Ha-
CTIe[ICTBEHHBIX 0O/Ie3Hell, KaK IIPaBIIO, aHAM3UPYIOT CTUTMBI AUCIMOpMOTe-
Hesa, BBIsB/IsIeMble TPV BHELITHEM OCMOTpPe OOJIBHOTO.

CrefiyeT y4nThIBaTh OOllee KOMMYECTBO MA/IBIX aHOMaauil pasButus (B
HOpMe [I0 5), uX XapakTep u crennpudecKue COUeTaHus, a TAK>Ke HaIlMOHAb-
HYIO NIPVHAJIOKHOCTb 00CIefyeMoro mamyeHTa. HekoTopble CTUTMBI [U39M-
OpuoreHesa MMEIOT BO3PACTHYIO AVHAMUKY I IIpeTepIIeBAIOT 3HAYUTE/IbHBIE W3-
MeHEeHMsI [T0 Mepe POCTa U PasBUTHS pebeHKa.

[Tpn xmaccuduKanmy ManbX aHOMaINil pa3BUTHUS BBIJE/SIOT a/IbTepHATUB-
Hble (IpeaypuKy/sipHble QUCTYIbL, KPBUIOBUIHBIE CKIA/IKN), M3MEPUTETbHbIE
(rurmoTtenopusM r1a3, apaxHOJAKTIINS) U OINCaTeNIbHbIE (CTPYKTypa BOJIOC).

B tabnuiie 1 npencraBneHs! Hanbonee 4acTo BeTpevdaromyecs MAP.

Bpoxxpenusiit mopok passutus (BIIP) - ato Mopdonornyeckuit edexT op-
raHa, BBRIXOAIIMIT 32 IIPefieTbl BapuaIuil ero HOpMaJTbHOTO CTPOEHNA M IpH-
BOAAIINMIT K HapyureHnto ¢yukiumn. BIIP - ciefcTBue HapyLUIEHHOTO OpraHore-
Hesa. BpoxJieHHble TOPOKM PasBUTHA — 9TO TeTepOreHHas IPyIia aHOMasuii, K
BO3HMKHOBEHMIO KOTOPBIX NIPUBOJAT KaK TeHeTHYecKye HapyIleHus, TaK U He-
OmaronpusaTHbie paKTOPBI BHELIHEI CPefbl.



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

Cy1ecTByeT HeCKO/IbKO KTaccyyKaIii BpOXKIeHHBIX IOPOKOB pa3Buti. Kmac-
cumKaIpis, OCHOBaHHAs Ha STUOIOTMYECKOM IIPVHINIIE, BKIIOYAET XPOMOCOMHBIE
Hapyenust (25%), rennsle MyTauym (20%), TeparoreHHsle (8%), My/nbTUdaKTOpU-
aJTbHBIe TIOPOKY PasBuTys (32%) BpOXKIeHHbIE TIOPOK PasBUTI HEYCTAaHOB/IEHHOI
atuornoryu (15%). K TepaToreHHbIM (akTOpaM OTHOCATCS JIeKapCTBEHHbIE Ipenapa-
ThI (H/p TeTPaLMK/IMHBI), 6uonorndeckyie GakTophl (BUPYC KPacHYXM, IIMTOMETajIo-
BUpYC) U apyrye. Mynbrudakropuanbable BITP BbI3BaHBI COBMECTHBIM JIEIICTBIEM
HAC/IE[ICTBEHHBIX 1 9K30T€HHBIX (PaKTOPOB, IPUUeM HII OfVH U3 HIX OT/E/IbHO He 5B~
jstetcst mpudKHoit mopoka. Kimaccndukarmsa BIIP mo MexaHn3MaM BO3HMKHOBEHMS
BK/TIOYAeT MaIbOpMALNH, AUPYIILNY, AedopMarvi 1 JUCIIIa3nIL.

ITo mposBneHNAM BbIfENAT u3onuposanubie BIIP - mopokn ogHoro op-
raHa (medeKT MeXIIpefCepIHOI IIePEerOPORKI Cepilia, areHe3usA MO3ONUCTOrO
Teja), CUCTEMHbIE — IOPOKM B IIpefiesiax ofHou cuctemsl opranos (BIIP ITHC),
MHOYXeCTBEHHbIE BPO>KJeHHbIE IIOPOKM Pa3BUTHUs — IIOPOKH, BbIAB/IIEMbIE OffHO-
BPEMEHHO B [IBYX U Oojlee crucTeMax (cepredHo-cocynuctoit, nonosoir, KKT).

Ta6nuna 1. Hanbonee yacro Bcrpevaroumecs
MaJjible aHOMAJINV Pa3sBUTHA.

TonoBa BeicTymaromuii 106, BBICTYIIAIOMNIL/ IIOCKUIT 3aThIIOK, JOJIVXO-
u Gpaxwiedasyist, HUSKMIL/BBICOKMIT POCT BOJIOC Ha 16y

I'nmasa ONMKaHT, MOHTO/IOMHbII/aHTYMOHT O/IONHBIN Paspes3 IIa3HbIX
1[erIelt, TUTlep- 1 TUIIOTeI0PU3M 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€HVA, IPOTEHNA

Por Maxkpo- 1 MUKPOCTOMMSA, «KapINii» POT, POT C «OIMyLIEHHBIMI» YTOI-
KaM, [UIVIHHBIIT/KOPOTKUIT QUIBTP, BBICOKOE HEGO, MAKPOIIOCCHS

Ymnple | MMKpPO- ¥ MaKpOOTH, HUSKOPACIIOJIOXKEHHbIE, OTTOIIBIPEHHDIE,
PakoBu- |pOTUMPOBAHHbIE, ACMMMETPUYHBIE, IPpeayPUKYIAPHbIE IATIMIOMbI

HBI 1 QUCTY/IbI, HACEYKY HA MOYKE yXa

Hoc [MInpoxkas, 3amaBiIas NepeHOCKIIA, OTKPBIThIE BIIEpel HO3pH,
MIVPOKMIT KOHYMK HOCA, TUITOIJIA3Visl KPbUIbEB

Hes KoporTkas 1ies, KpblJIOBUHbBIE CKIAKN

Ipynnaa |Tuneprenopusm cOCKOB, MOMUTENNA

KJIeTKa

Koneu- | JommxocteHOMMenusi, 6paxi-, apaxHo-, KAMIITO- U CUHEAKTUINIA,

HOCTHU u3MeHeHus gepmatormubukn (momnepedras 60po3na)

Koxa Jle- ¥ rumepnurMeHTHbIE MATHA, TeMAaHTMOMBI
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XpoMocoMHbIe 60/1e3HN ¥ MUKPOLUTOTeHeTIN4eCKIe CHH/IPOMBbI

XpomocomHble 60e3Hy (XB) 3aHMMAIOT OffHO 13 BEAYIIMX MECT B CTPYKTY-
Pe BpOXK/IeHHOJT U Hac/le[ICTBEHHOIT 3a60/IeBaeMOCTM YelioBeKa. Xb — 3To rpymnma
TSDKeJIBIX HaC/Ie[CTBEHHBIX 3a00/IeBaHMIl, BbI3BAHHBIX VI3MEHEHMeM 41C/Ia XPOo-
MOCOM B KapMOTHIIE M/IY CTPYKTYPHBIMU U3MEHEHMAMM OTJETbHBIX XPOMOCOM.
IlanHas rpymma 3abo/eBaHMII XapaKTePU3YeTCs MHOXECTBEHHBIMU BPOXK/EH-
HBIMI TTOPOKAMY PAa3BUTHA, 3a[jePXKKOIT BHYTPUYTPOOHOTO M OCTHATATBHOTO
pocTa, OTCTaBaHMEM IICMXOMOTOPHOTO Pa3BUTHsA, YEPEITHO-TUIEBBIMU IU3MOP-
¢duamu, HapyleHneM QYHKIVIT HEPBHOI, SHJOKPMHHON U UMMYHHO CUCTEM.

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

StnonornyecknMu GpakTopaMu XpOMOCOMHOI! TATOTIOT MY ABILIOTCS BCE BUbI
XPOMOCOMHBIX MYyTalil (memenys, NyIUIMKAIs, MHBEPCUs, TPAHCTIOKaVs) M
HEKOTOpPbIe TeHOMHbIe MyTaluy (aHeYIUTOUJVIN, TPUIUIOVINY, TeTPAIUIONINN).
K aHeymmonaysaM OTHOCATCS TPUCOMUM II0 ayTOCOMAM, ITOJIM- ¥ MOHOCOMMIO 110
HOJIOBBIM XpoMocoMaM. K MUKpOLMTOreHeTU4eCKM OTHOCSITCS CUHIPOMBL, 06-
YCTIOB/IEHHblE MUKPOIETIELVAMM UM MUKPOJYIUIMKALMAMY, KOTOPBIE, KaK IIpa-
BIJIO, HE BBIABIAIOTCA IIPY PYTMHHOM MCC/IENOBAHMM KapUOTHUIIA.

JIviarH03 OCHOBaH Ha JaHHBIX K/IMHIYECKOJ KapTUHBIL, Ta00paTOPHBIX U MHCTPY-
MEHTA/IbHBIX MCCIIENOBAHNIA, OATBEPK/IAETCA UCCIIENOBaHEM KapyOTHIIA VT MU-
KPOMaTPUYHBIM XPOMOCOMHBIM aHA/IM30M. AJITOPUTM AMATHOCTUKY XPOMOCOMHBIX
6071e3Hel! ¥ MUKPOLIUTOT€HeTUYECKIX CUHPOMOB IIPMBEeH Ha cxeMe 1.

Cungpom Bonsda-Xupuxopua

CuHpapom onmcaH B 1965 rofy He3aBUCUMO HEMEIIKMMY T'eHeTUKaMI BO I7IaBe
¢ U.Wolf n amepukancknmu, BosrnasnssembiMu K. Hirshhorn. Yacrora gannoro
cuHAgpoMa coctasygeT 1: 20000 - 50000 HoBOpoXAeHHBIX. CHHAPOM o6yCJIOB-
JIEH fieflel el CeTMEHTa KOPOTKOTO IjIeda YeTBEPTON XpOMOCOMBI. [IJ1 O/THOTO
nposiBneHyst peHoTuIa HeoOXOoAUMa feelysi TePMIHAIBHOTO y4acTKa 4p16.3.
bonbiine nenenuy, BbIAB/IAeMble NPY PYTMHHOM MCCIIENOBAHUU KapUOTHUIIA,
ACCOLMMPOBAHBI C TSDKEbIM (peHoTHoM ¢ MHOKecTBeHHbIMM BITP. CoorBert-
CTBEHHO, MUKDOJe/els y9acTKa 4p16.3, noaTBep)KAaeMas TO/IbKO MOJIEKY/IAP-
HBIMI MeTOJIaMU, aCCOLMMpPOBaHa ¢ 6oee MATKUM (eHOTHIIOM 6e3 Manbhop-
manuit. Cpenn meteit ¢ cuagpomoM Bonmbda-XupuixopHa mpeo6mafaioT feBOUKIY,
Mok=1:2. K MMHMMaIbHBIM IMAaTHOCTUYECKUM KPUTEPUAM CUHAPOMA OTHOCATCA:
TUMMYHBIE JIML[eBble AM3MOPQUY, YMCTBEHHAsI OTCTAIOCTD, 3a/lep>KKa POCTa, Cy-
popory v usMeHenys 9T (BbiaBiemble y 90% OONbHBIX).

Bo BpeMs OepeMeHHOCTM XapaKTepHO: CHIDKEHME JIBUTATeNIbHON aKTUB-
HOCTU IUIOfa, rmnorpodus maneHTbl. CpeHssa Macca JieTell Ipy pOXKAeHUN
y JOHOLIEHHBIX feTelt cocTasnAeT 2000. OTMevaeTcss BpOXKIeHHAsA TMIIOTOHUA
C MBILIEYHON IUIOTpodueil, pesKas 3amepXka (131IecKOro U ICUX0-MOTOpP-
HOTO pa3BUTKA. UepenmHo-1IleBble aHOMA/IUY BKIIOYAIOT: YMEPEHHO BbIPaXKeH-
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HYI0 MUKpoLieaIiio, BBICTYIAIOLNIL 100, KIIOBOBUAHBIN HOC C BHICTYIAIOLINM
HaJIIepeHoCheM («IIJIeM IPeYecKOro BOMHA»), TUIIEPTETOPK3M IVIa3HBIX IefIelt,
SMMKAHT, aHTMMOHTOJIONIHBII pa3pes I7a3, CTPaby3M, MT03, MUKPOPTAIbMUIO,
KaTapaKTy, HU3KOPACIOTI0>KeHHbIe KPYITHbIE, OTTONBIPEHHbIE YIIHbIE pAKOBVHBI,
«Kapmui» poT, paclie/MHy IyObl U Heba, KOPOTKMil (GUIBTP, MUKPOTHATHUIO.
Jist 6onbHbIX ¢ cuHipoMoM Borbda-XupuixopHa xapakTepeH MMMYHOLe(DUIINT.

bonee uem y 50% pereii ¢ sTuM cungpomMom umerotrca BIIP BHyTpennux op-
raHoB (ceppue, nmouky, JKKT). Omucanst BIIC (IMIIII, IMKII, nopoxu pas-
JIMYHBIX K/IAllaHOB), TMIOIUIA3NsA JIETKMX, AyMadparManbHas IpbDKa, HesaBep-
HIEHHBIV TOBOPOT KMIIEYHMKA, TUIIOIIA3UA MOYeK, OGHOCTOPOHHAA areHesus
IOYeK, KPUIITOPXM3M, IMIOCIAafuA, aHOMamuy pebep 1 I03BOHKOB, CKOJINO3,
kudos, ocreornopos. ITo ganusiM MPT ro0BHOr0 MO3ra BBISB/ISETCS: THUIIO-
IIa3Ms1 MO3KeUKa, IT0JIOCTh IIPO3PAYHOIl IIEPErOPOKM, areHe3!s MO3O/IICTOrO
TeNa, OTCYTCTBYE OOOHATENbHBIX TPAKTOB, MUKPOIVPHUA, MUTPALVOHHbIE Jie-
¢exTbl, rupponedanms.

ITporuos saboneBanus 0OYCIOBIeH pa3MepoM Jfenenyu, crekrpom BIIP u
TSDKECTBIO Cyfopor. CMEpPTHOCTD B IIE€PBbIE [IBA TOMA JKM3HM COCTABIAET 34%.
Jna monTBepKIeHNA IMarHo3a MPOBOJAT MCC/IEJOBaHNMe KapUOTHUIIA, MOJIEKY-
nsipHO-TeHeTn4eckme uccnenosanusi (FISH, MUKpOMaTpu4HBIl XPOMOCOMHBII
aHanus). JuddepeHIinanbHbIll AUarHO3 MIPOBOAAT C APYTUMU XPOMOCOMHBIMU
aHoManusAMU. JledeHne CUMITOMAaTIYECKOE.

Cunpgpom JTuccannedanuu (Cuagpom Mumiepa — [Tukepa)

Cungpom Mumtepa-Jluxepa (CM]I) omcan B 1963 rogy I>xeitmcom Munie-
poMm, a B 1969 roxy - Fancom Jukepom ¢ coaBropamu. CHHAPOM 00YCIIOBIEH MIL-
Kpopenenyeil KopoTkoro mieva 17 xpomocomsl - del (17)(p13.3). Knnuuueckue
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), MUKponeda-
JIVIO, BBICTYTAIOIIMIA 3aTBIJIOK, BBICOKMII 7100, CY>KeHHBIII B BUCOYHBIX 0071a-
CTAX, aHTVMOHTOJIOUZIHBIN paspes IJa3, TUIIEPTEIOPU3M IIa3, POTUPOBAHHBIE
yIIHbIe PAaKOBMHBI CO CITIA)KEHHBIM PVMCYHKOM, MalIeHbKIUIT HOC 11 HOA00POJIOK,
«Kapnui» poT, MMKPOTHATHIO, HOMUIAKTUINIO, KAMIIOGAKTH/INIO, IOIEPEYHYIO
JIAJJOHHYIO CKIafKy, TMIIEpTPUX03 INIIA, HU3KMUI pocT. HeBponormdeckne npo-
sasnernss CM]I mpefcTaB/ieHbl BBIPaKEHHBIM OTCTABaHNMEM B IICUXO-MOTOPHOM
Pa3BUTUM, YMCTBEHHOM OTCTAJIOCTbIO, MBILIEYHONM TUIIOTOHNEN, 3aTPyJHEHMA-
M IIpU [TIOTAHUM, AITHO3, HOBBILIEHNEM CYXOKIIbHBIX peIeKCoB, felepebpa-
IIMOHHOM purupHocThio. Cyfoporu, Kak IpaBuao, MaHU(ECTUPYIOT C HePBBIX
IHeI WM MecsleB XU3HU. [IpeMMyIecTBeHHO MPOTEKAIoT 110 TUITYy MH(aH-
TUJIbHBIX CIIa3MOB, peXKe MMeIOT POKa/IbHBII MV FeHepanu30BaHHBII XapaKTep.

Knaccrnyeckas mucconnedanmus (miccannedanus I tuma), BpiaBIsgeMasd Ipu
9TOM 3a60/1eBaHIM, SIBJISETCS CAMBIM YaCThIM TUIIOM faHHOro BITP 1 06ycnos-
JIeHa HapyLIeH)eM HelipOHaIbHOM MUT'PALiy, BOSHUKAIOLWM Ha 12-16 Hemenax
BHYTpUyTpoOHOTO pasButis. ToMuHa KOPbI TOIOBHOTO MO3Ta Pe3KO YBe/N-
yeHa 10 10-20 MM (B HOpMe 1 -5 MM), HOpaXkeHe U3BIINH BBIPaXXKeHO OOIblile B
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3a[IHMX OTZe/IaX MO3Ta, OTCYTCTBYIOT fPYTHe Mab(OpMaINy FOTTOBHOTO MO3Ta.
ITpu CM]] onmcanbl cnepyromue BIIP: Bpoxx/ieHHBIIT TOPOK CepAlia, areHesus
IOY€eK, aTpe3yA IBEHAJIaT - IEPCTHON KMIIKY, KPUITOPXMU3M.

JlmarHO3 OCHOBaH Ha JaHHBIX KIMHWYECKol KapTuHbl 1 MPT, moprBepx-
JaeTCsl MOJIEKY/LAPHO-TeHeTUdecKuMy MertopmaMu. [JuddepennuanbHas aua-
THOCTMKA IIPOBOJUTCA C XPOMOCOMHOM IaTonorue, cuappomom Ilenbserepa,
LPYTUMM TUIIAMU TUCCOHLIeamit. JledeHre CMMITOMATIYECKOe.

Cungpom Cmura-MareHnuca

Cunppom Cmura-Marenuca (CCM) BuepBble omucan OuH Cmut B 1982
rofy, a B 1986 rogy coBMecTHO ¢ /ieH MareHuc 6b710 O1y61MKOBaHO HOTHOE
KIMHIYIECKOe omucanre cuHppoMa. CHHAPOM 0OYCIOB/IeH MHTEPCTUI[AIBHOI
Iiefenuelt KOPOTKoOro Ieda 17 xpomocomsl - del (17)(p11.2) B 75-90% ciy4aes.
B 10-25% cy4aes 3aboneBanue 06yCIOBIEHO TOYKOBOI My Talueli B reHe RATL.
Tum HacnefoBaHNA - ayTOCOMHO-/JOMUHAHTHBII. YacToTa JaHHOTO CMHpOMa
coctasnseT 1:25000 HOBOP XK /IEHHBIX.

CCM xapaxrepmsyercs crnequpuyeckuM (QEeHOTUIIOM, OTCTaBaHMEM YM-
CTBEHHOTO ¥ (PUBMYECKOrO PasBUTHsI, IIOBELEHIECKMMI OCOOEHHOCTAMNU. Bo
BpeMst 6epeMeHHOCTH B 50% C/TydaeB OIMICAHO CHIDKEHIE [BUTATe/IbHON aKTVB-
HOCTY IUTofa. Bec 1 pocT meTelt mpy po>KAEHUM He OTIMYAETCA OT HOPMBI, XOTS
B ITOC/IEAYIOIeM YacTO 9TV IPU3HAKM OTCTAIOT OT BO3PACTHLIX HOPMATVBOB.

K uepenno-muueBbsiM puamopdusam npu CCM orHocAT 6paxmiedanmmio,
MIPOKYIO YIUIOWEHHYIO CPeIHIO YacTh JIMIA, BHICTYHAIONINIT 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 mimaneHdyectsa y
6OBHBIX OTMEYAIOTCA IIOX0€ COCaHMe, IIOTaHNe, CHVDKEHME MBIIIEYHOTO TO-
Hyca, yBe/In4eHa IPOfIO/DKUTENbHOCTD CHA. [lo3aHee oTMedaroTcs: MblIleyHast
TUIOTOHMSA, Tunopedexcus, cygoporu (15%), nepudepndeckas Heliponarys
(75%), CHIDKeHVe 9yBCTBUTEIBHOCTH K 6OMIL.

CCM xapakTepusyeTcsi YMepeHHOIT MM TIyOOKOi YMCTBEHHOI OTCTAsIo-
ctoio (IQ 20-78), HapylweHNsAMY MOBefeHMs (TUIIEPAKTUBHOCTD C LedUINTOM
BHMMAHUS, arpeccus, 0CO6EHHO ayToarpeccusa CO CKIOHHOCTBIO K HAHECEHUIO
CaMONOBPEX[EHWIT), HapyIleHnsAMYU CHa (paHHee 3achlllaHNe, IPephIBUCTBHII
COH, YacTble, PaHHNUE 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 BbIABIIAIOT MUOINIO, KATAPAKTY, OTCIIONKY CeT-
yaTky, gucnnasuio pagyxku. JJna CCM xapakTepHbl HU3KUIT POCT, CKONNO3,
OpaxMEaKTWINA C KOHMYECKUMI Ia/lbliaMyl, BPOKIEHHDI TOPOK Cepplia, ra-
CTpo330areanbHbIIl pedIIioKc.

Jl1IarHO3 TTOATBEP)KIAETCA ¢ IIOMOIIBIO MOJIEKY/IAPHO-IUTOTeHE TIYECKIX Me-
TOHOB (MMKpOMATpUYHbLT XpoMocoMublit anams, FISH). uddepentmanpuprit
[IMaTHO3 IIPOBOJUTCA € APYTMMI MUKPOLMTOTEHETMYEeCKUMI CMHAPOMaMH C Ha-
pYlieHneM HoBefieH N, cuHapoMoM MapTuHa-bert. JleueHre cMIITOMATIYECKOe.
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Cunpgpowm Ilpapepa-Bunmm

Cunppom ITpagepa-Bumnu (CIIB) xapakTepusyeTcs OXXupeHMeM, TUIIOTO-
HI€ElT, yMCTBEHHOI OTCTA/NI0CTbhIO, HU3KUM POCTOM, TMIIOTOHAZOTPOIIHBIM TUIIO-
TOHa/IM3MOM, KOCOITIa3MeM, MaJIeHbKUMU KUCTAMU U cTonamMu. CHHPOM OIN-
caH B 1956 rony Arpgpea [Ipagep n Ienpuxom Bumm. Yacrora CIIB coctasnsaer
1:15000. CIIB nepBoe 3a60/1eBaHNMe YeTI0BEKA, TPV KOTOPOM OBI/I OIIIICAH FeHOM-
HbIIT UMIPUHTUHL. [Ipy Takux 3ab0/IeBaHMAX IeHbI SKCIpeccupyrorcs andde-
PEHLIMPOBAHO B 3aBMCUMOCTM OT popuTenbckoro npoucxoxpaenus. ITpn CIIB
IPOMCXOUT NOTEPsI UMIIPMHTMPOBAHHOTO MaTepyala ¢ OTIOBCKOTO JIOKYyca.

BonpumucTBo cnyyaes CIIB (70%) o6ycnoBieHo fenenyeit yaactka 15q11-13
(xpoMoOcOoMa OTI[OBCKOTO IIPOMCXOXK/IeHN ), 28% CIIy4aeB - OTHOPOAUTENIbCKON
IucoMIelt, Korga obe 15 XpoMOCOMBI MMEIOT MAaTePUHCKOE IPOUCXOXEHNE, B
1% BBIABISAETCSA MyTalMs LIeHTPa MMIIPUHTHHIA, OIMCAHBI HecOalTaHCUPOBAH-
Hble TPaHC/IOKALVNY, 3aTparuBaye o6macTb 15q11-13.

Bo Bpems 6epeMeHHOCTH XapaKTepHO claboe LIeBe/leHNe 1 Ta30BOe Mpef-
nexxanue nnopa. Hosopoxennsie ¢ CIIB uMe0T BbIpa)KeHHYI0 MBIIIEYHYIO
TUIIOTOHUIO, TPYFHOCTY PV BCKaPM/IMBAHUM M3-3 IPOO/IEM C COCaHMEM, C/Ia-
ObIil KPMK, KpPUITOPXMU3M. JJeTu VIMEeIOT BBIPaKEHHYIO 3afIep>KKy MOTOPHOIO
pasBuTys (cafATcs K 1 rofy, HAYMHAIOT XOAUTD K 2-M TOfaM), IVIOXYI0 KOOPAM-
HaLMIO, Cynoporu. MplllledHblil TOHYC yay4IlIaeTcs ¢ Bo3pacToM. B Bospacre 1-6
JIeT BO3HUKaeT rurepdarns, IpUBOAALIaA K OXMPeHNo. XapaKTepHa Jlerkas
VIV YMepeHHas YMCTBEHHasA OTCTANOCTh, IpobeMsl ¢ obyueHneM. CIIB wacto
UMEIOT TIOBefleHYecKye MpobmeMbl (TOBBIIIEHHbI alIeTUT, OONbHbIE OJEPXKI-
MBI IIOVICKOM ITMIIY, YaCTO MUCTEPUYHBL U YIIPAMBI).

Bonpuras gacts cumnromoB npu  CIIB 06ycmoBreHa rumotanraMmudecKoi
nuchyukimeit. s 6ompubix ¢ CIIB xapakrepeH HU3KUIL POCT, KOTOPHIi 00y-
CTIOBJIEH HepUIITOM TOpMOHa pocTa. OMMCaHbl HapYIIEHN CHa, TPOABIIAIONIN-
ecsl LIeHTPaIbHBIMU MM OOCTPYKTUBHBIMM alTHO3, HAPKOJIEIICHEI.

XapakTepHbIe INIeBbIe YepThl BK/IIOYAIOT Jonuxoledanio, y3kuit 6uppoH-
TaJIbHBII IIaMeTP, MOHTOJIOUIHBIN pas3pes ITIA3HBIX 1IN, Y3KYI0 IEPEHOCHILY,
TOHKYIO BEPXHIOIO I'Y0Y, Ma/lIeHbKIIT POT C OMYILEHHBIMI YTOIKaMU. Y 6OIbHBIX
c CIIB ormeyaeTcs KIMHOJAKTUNNA, CMHAAKTUINM. CO CTOPOHBI KOCTHOI CH-
CTeMBI BBIABIIAIOTCA CKOMNO3, K103, ocreornopos. OTMevaeTcs 3afiepKKa I10-
JIOBOTO Pa3BUTHA.

Paspa6oransl suarnoctideckue kpurepyy CIIB. [ mocTaHOBKY fyarHo3a
CIIB B BO3pacTHOII IpyIIIIe O 3-X /IeT HeOOXOAMMO HabpaTh He MeHee 5 AMarHo-
CTUYeCKUX KpuTepues (3 13 KOTOPBIX 6O/IbIIINE), 2 B BO3PACTHOI IPYIIIIe CTaplile
3 eT - 8 KpUTEpUEB, 13 KOTOPBIX 4 OTHOCATCS K OOMBIIIM.



Ta6numa 2. OTuarnocruyeckne kputepuu CIIB.

bonpume kpurepun

Marnbie Kputepun

MudaHTHIbHAS LeHTpabHas

CHIDKeHMe anraTeanoﬁ AKTMBHOCTH IT/ZIOZA

TUIIOTOHUA " yBENMYE€HHAaA NPOJO/DKUTENIDPHOCTD CHA B

M/IaJICHYECCTBE

ITpo6neMsl co
BCKapMJ/IIBaHVIEM B
MJIAICHYECTBE

Hapymenus cHa u/1im arHoe BO CHe

BeicTpsiit Habop Beca B 1-6
neT

Huskwnit pocr

r]/[HOl'II/II‘MeHTaLU/IH KOXXI 1 BOJIOC
ManeHbKyie KMCTY ¥ CTOTIBI

XapakTepHblIe JIMIIeBbIe YePThI

Tunoronammsm

3afiep>KKa pasBUTUA U/ WU Y3kune kuctu

YMCTBEHHAA OTCTAJIOCTDH

Cxopammecss KOCorasye /iy MO
JedexTsl apTUK YN

IucddepenianpHblil fMAaTHO3 CIEAYeT MPOBOJUTH C CUHAPOMOM AHTeb-
MaHa, MapTuna-benn, Kosna, bapne-bupns.

JlviarHO3 TOATBEpP)KHAeTCsA MOJIEKY/IAPHO-TeHETUYECKUMM MeTofiaMu (Me-
Tunposanye, FISH, MUKpoMaTpU4HbI XpOMOCOMHBIT aHanu3). [ nedeHus
6ompHbIX ¢ CIIB npuMeHseTca TOpMOH pocTa.

Cunpgpom AHrenbMaHa

Cunppom Anrenpmana (CA) — Hac/meIcTBeHHOe 3ab0MeBaHe, XapaKTePH3y-
Ioleecs 3a7lep>KKOI pasBUTHA, YMCTBEHHON OTCTA/IOCTBIO, TAXKEIION 33/ e pyKKOI
pedeBoro passutuA u arakcuein. CA ommcan B 1965 rogy Iappu OitHmxenme-
HoM. Yacrora 3abonesanns:1:12000-1:20000.

Kmandyeckas xaprtuHa o6ycnoneHa B 70% CIy4aeB MUKpOHeIenyeit
15q11.2-q13 MaTepMHCKOro MPOMCXOXK/ieHUsA, B 25% - myTanueii reHa UBE3A, B
2% - OTIIOBCKOJ OGHOPOJSUTENBCKON Jycomueli o 15 xpomocome, B 2 -3% - my-
Talyell LeHTpa MMIPUHTUHTA. KInHIYecKas KapTuHa BapbypYyeT 110 CTENEHN Ts-
JKECTV B 3aBUCMMOCTH OT T€HETNYECKOTO MeXaHI3Ma BO3HIKHOBEHNA CMHIPOMA.

[l 3abomeBaHMsA XapaKTepHbl BBIpa)KeHHas 3ajep>KKa MOTOPHOIO Pa3BM-
TUS, MBIIIEYHAsA TUIIOTOHNUSA, TsDKelas YMCTBEHHASA OTCTAIOCTh, 0COOCHHOCTH
noBefieHNs1 (ayTHCTIYeCKIUe YepPThl, PasHOOOpa3Hble CTEPEOTUIINY, IPUCTYIIBL
HeMOTUBMPOBaHHOTO cMexa). OTciona HasBauue CA - CHHPOM «CMelollericst
KYKJIbl». Y GOTIbHBIX CHIDKEHA OTPeOHOCTD BO cHe. Kak mpaBuiio, peds y 607b-
HbIX ¢ CA OTCYTCTByeT, BO3MOXKHBI effluHI4YHble crioBa. M1 6ompubix CA Xa-
paxTepHa crienm¢uueckas IOXOAKa, HaIIOMUHAIOIAsl IBVDKEHVS MapYOHETKY,
PYKM IIpM 3TOM COTHYTBI B JIOKTEBBIX U JIy4e3allsACTHBIX CYCTaBaX, OTMEYaeTCs
aTaKcus, TPEMOP KOHEYHOCTeIL.

YepenHo-nuiieBble fusMopduM MpefcTaBIeHbl MUKpOOpaxuiedanmeit, Iy-
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60KO MMOCaXEHHBIMM I7Ia3aMi, cTpabusMoM (42%), mporHarueir. B caydae ecnu
CA obycnosnen MMKpopenenueii, y 60IbHBIX OTMEYAIOTCS CBET/IbIE BOJIOCHI
(65%) n cBetnas xoxxa. Cymoporu, Kak IpaBujIo, BOSHUKAOT B 18-24 Mecsra
U BBIABILAIOTCA 60Jiee 4eM y 85% OOJBbHBIX, B TO BpeMs Kak clrienyduieckue us-
MeHeHMA Ha I3 - B 92% crmygaeB. MPT romosHoro mosra y 6ompHbix ¢ CA
IeMOHCTPUPYET yMEPEHHYIO KOPTUKAIBHYIO aTpoQMuIo.

IucddepenianpHblil AUArHO3 IPOBORUTCS C APYTUMU MUKPOJ eI IOHHBI-
MM CUHZIpOMaMM C HapyllleHMeM IoBefeHNsA. [I11arH03 NoATBePKIAeTCs MOJIEKY-
JIIPHO-TeHeTMYeCKMMY MeTofamy (aHanms MetmnupoBanus, FISH, Mukpoma-
TPUYHBIIL XpPOMOCOMHBIIT aHamu3). Criennduyeckoro nedeHys He pa3paboTaHo.

Cunppom bexBura-Bugemana

Cungpom beksnra-Bupemana (CBB) — 3T0 camblil 4acTblil HaCTI€LCTBEH-
HBIJI CUHJPOM C OllepeskeHueM (U3MIEeCKOr0 Pa3BUTUsA, XapaKTepHU3yIOLUINIics
HPeIpacIoNoXeHHOCTbI0 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 omucamn [xor beksut B 1969 roxy B Kamuboprnn
u Tanc-Pymoned Bupmeman B 1964 ropy B Tepmanum. Yacrora 3aboneBanHus
1:15000. Tonbko 10-15 % ciy4yaeB ABIAOTCA CEMENHBIMY U MMEIOT ay TOCOMHO-
TOMMHAHTHBIN TUII HAC/IEJOBAHNSA C HU3KOJ I€HETPAHTHOCTDIO.

Knunnyeckue mpossnenusa CBbB mupoko Bapuabuibabl. CpefHuil Bec HO-
BOpOX/IeHHBIX cocTapyAeT 4000 1, gyimHa Tena 52, 6 cM. B nepuop HOBOpoXK/ieH-
HOCTY KPYIIHBIN A3BIK 3aTPyAHAET KOPMJIEHNE ¥ YaCTMYHO IIepeKPhIBAET JibIXa-
Te/IbHbIE Iy TH.

Tabnuna 3. [ImarHocTuyecKme KpUTEPUN CMHAPOMA
bexBura-Bugemana.

OcHOBHbIE JOonomHnTenbHbIe
Maxpornoccus HeonaranbHasi IMIIOITIMKEMUSA
Haceukn Ha mepeiHell IOBEPXHOCTH XapaKTepHOe IO C TUIIOIIA3M-
YIIHO PaKOBMHbI el CpeiHell TpeTu
Maxpocomus PacxoxieHre TpAMBIX MBIIII]

JKMBOTA
Owmdaronene, IynoyHas rpbhxa OmnepeyxeHre KOCTHOTO BO3pacTa
Bucnepomeranus IunepxonectepmHeMus
Temuruneprpodus IvnepnunupemMus
OMOpUOHaIbHbIE OITYXO/HM (OIyXO/Ib [MmoxanboyeMms
Bunbmca,remato6mactoma, Heitpo6ia-
CTOMa, pabgoMIOCcapKoMa)

INopaxxenne ITHC npu CBB Bx04YaT 3a7iep>KKy MOTOPHOTO U IICUXO-pe-
YeBOTO PasBUTHS, M3MEHEHMsI MBIIIEYHOTO TOHYCa, MUKpPOLe(anuio, CySopori,

10



arakcuio, cTpabusm. MPT ronoBHOro Mosra: KOPKOBO-IIOKOPKOBast aTpodus,
TUIIONIA3MA MO3)Ke4Ka, areHe3ls/TUIIOIIa31A MO3OMCTOTO Tejla C aHOMasIus-
MU CTPOEHMA.

I depenianbHbIi AXarHo3 CIeRyeT IIPOBOAUTD MEXKIY APYTUMI CUHIPOMa-
MII C OIlepesKkeHVIeM (PU3MYeCKOro pasBUTIA, KOHCTUTYIVIOHAIBHOM MaKPOCOMEIL.

IToxasaHO IOBBIIIEHNE YACTOTHI 3a00/IeBAHNA TP UCIIONIb30BAHNUY BCIIOMO-
raTe/IbHBIX PENPOYKTUBHBIX TEXHOTIOTHIA.

BeposATHOCTD OITyX0/IeBOTO POCTa COCTABIAET IPUMEPHO 6, 5 % 1 0CO6EHHO
BBICOKa y fleTeil ¢ reMuruneprpodueit. bonrbHbIM B epuop o 10-1eTHero Bo3-
pacTa Heo6X0AMMO peKOMeHIoBaTh ¥ 3V BHyTpeHHUX opraHos 1 pa3 B 3 Mecsla
(st vickTrOueHNs HepOoOIACTOMBI 1 remaTo6/IaCTOMBI) I OIPefe/ieHIie YPOBHSI
a-¢eromporenHa B KpoBu 1 pas B rof. VHoraa 13-3a BEIpaXKeHHOI MaKpOIIOC-
CUM TIPOM3BOJAT YACTUYHYIO PE3EKLINIO A3bIKA.

Monorennbie 6one3nu

MoHoreHHbIe HaclefCTBEHHbIe 60/Ie3HN 3aHMMAT 0C000e MeCTO B MaTo-
JIOTUM Y€/I0BEKA. DBONbIIMHCTBO U3 HUX BCTPEYAIOTCA PEIKO MM JlaXKe OYeHb
penxo. Ho 1o jaHHbIM IPOBEIeHHbIX T€HETUKO-3MIIEMIOIOTMIECKIX UCCIIEN0-
BaHWII PacIpOCTPAaHEHHOCTb MOHOI'€HHBIX HAaC/IeICTBEHHBIX O0/e3Hell B poc-
CUIICKMX HONYNALMAX MOXKeET JOCTUIaTh 1% 1 6onee. B HacToAIee BpeMs Omu-
cano 6omee 5000 Ho30nmOrMYecKMX GpopM. MoHOreHHbIe 60Ie3HN 0OYCTIOBIEHbI
MyTalusAMYU Ha YpOBHe reHa. MyTanuu IpefcTaBleHbl JeequsaMy, NHCePL-
AMM, MUCCEHC-MYTallAMU, HOHCEHC - MyTalMAMM, HAPYIIEHMAMN CIUIAiCHH-
ra, IPOLECCUHTIa, SKCIIAHCKEN TPUHYKIEOTUSHBIX IOBTOPOB, PETYIATOPHBIMU
MmyTrauuaMu. Ilo TUIy Hac/nefoBaHMA BBIJENAIOT: Ay TOCOMHO-JOMMHAHTHBIE,
ayTOCOMHO-DPelleCCUBHbIE, X-CILENTIEHHbIE JJOMMHAHTHBIE, X-CIIeT/IEHHbIE pe-
IlecCuBHbIE 3a00/1eBaHNsA, 60/Ie3HN C HeTPAMIIMOHHBIM Hac/efoBaHueM (Mu-
TOXOHZIPMA/IbHOE HAC/efloBaHMe, 60/Ie3H T€HOMHOTO MMIIPMHTVIHTA, 60/Me3HN
9KCIAHCUM TPMHYKICOTU/THBIX IOBTOPOB).

Oco6y1o IpymIly Hac/lefCTBEHHBIX 3a00/IeBaHMIl HEPBHOI CHCTeMBI Ipef-
CTaB/IAIOT 3a00/IeBaHMA C SKCIIAHCHE HeCTaOWIbHBIX TPUHYK/IEOTHIHBIX 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 (yBemndeHMe) KOMMIecTBa MOBTOPOB. MmKpocaTten-
JIUTHBIE ITOBTOPBI BXOJAT B COCTaB T€HOB I MMEIOT TEHJEHIMIO K CaMOIIPOM3-
BOJIbHOMY YBEIMYEHMIO KOMMYECTBA — SKCIaHCUM. [Ipy mpeBblenny HEKOro
HOPMAaJ/IbHOTO YMC/Ia TPUMHYK/IEOTUIHBIX IIOBTOPOB B T€HE BO3HUKAET MYTallNs,
npuBOAAIaA K 3a6oeBaHmio. TpUHYKIeOTHHbIE TIOBTOPbI ABJIAIOTCA KpaliiHe
HecTaOVIbHBIMM U ¥IX YMCTIO MMeeT TeH/IEHIIMIO K HAPACTAHMIO B II0C/IeYIOLINX
nokoneHuAx. K aToit rpynme 3aboneBaHnit MOXXHO OTHECTH CMHAIpoM MapTuHa
- benn n arakcuro @penpeiixa.

CuHJpOM TOMKOJ X-XpOMOCOMBI

Cunpgpom nomkoit X-xpomocoms! (cungpoMm Maprtuna-benrn) (OMIM
300624) sABIAeTCA CaMOJl YacTOJ IPUYMHON YMCTBEHHON OTCTaJOCTM B CO-
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YETAaHWUM C ayTU3MOM, a TaK>Ke BTOPOJ 10 YaCTOTE IPUIMHON YMCTBEHHOI OT-
cTanocty mocne Tpucomuu 21. Bmepsble 3ab6onmeBanue omucaHo B 1943 rogy
Jx. Maptuaom n [xynueit bemn. Tun HacnemoBanmsa — X-ClelIeHHBII JOMM-
HaHTHBIN. YacToTa 3a6oneBanns y My>xunH: 1:2500 -1:4000, y >xeHuH: 1:7000-
1:8000. Y 3Trx 60/BHBIX IIPY IIUTOTEHETUIECKOM MCCIENOBAHNN B IVMCTAIBHOM
yIacTKe [JIMHHOTO IUIeda X-XpOMOCOMbI OOHAPY>KMBAIOTCS YIACTKH, XapaKTe-
pU3yIOLIMeCs MOBBIIEHHOI IOMKOCTBIO B onataeduiutHoit cpefe. CunppoM
OTHOCUTCS K «60JIe3HAM 9KCIIAaHCUM» TPUHYKICOTUIHBIX TIOBTOPOB 1 06yCIIOB-
neH yBemudeHueM konmdectsa mostopoB IIIT B rene FMRI (Xq27.3). B HOp-
Me uncno nosTopos IIIT paBHO 5-54, 4ucno moBTOpoB 55-199 xapaKTepusyroT
npeMyTanuio, a 6osee 200 IOBTOpPOB — 3ab0/IeBaHue.

B mepuon MafeH4ecTBa y G0OTIbHBIX OTMEYAETCS 3aePKKa MOTOPHOTO pas-
BUTYHsL, 0OYCTIOB/IEHHAsI MBIIIEYHOI TMIOTOHMelL. Ilocme mepBoOro roja >KM3Hu
BBIABJIAETCA 3aJlep>KKa IICUX0- PeYeBOro pasBUTUA. B eTcTBe MHTEN/IEKT MO-
JKeT OBITD BBIIIE, 3aTeM ITPONCXOIUT ero cHipKeHMe. CTereHb YMCTBEHHOI OT-
CTaIOCTV KOMeO/IeTCs OT JIeTKolt 1o Tshxenol, mpu aToM QI cocrasiser ot 20
1o 70 y My>XYMH U MOXeT JOCTUrarh 80 y JKeHIINWH. Ocob6eHHOCTH TTOBEeNeHUs
IpeACTaB/IeHbl CUHAPOMOM AeUINTa BHIMAHU C TUIIEPAKTUBHOCTBIO, Ay TH3-
MOM, JleTlpeccuei, TPeBOXKHOCTDIO, arpeccueit u ayroarpeccueit. Cymoporn, Kaxk
IpaBIIO, MAHU(ECTUPYIOT B Bo3pacTe 6-24 Mecsues. s 3a60meBaHMs TaKxKe
XapaKTepHbI TMIePMOOVIBHBI CUHPOM, CKOTIO3, IZIOCKOCTOIINE, BOPOHKOO-
OpasHas rpyAHas KIeTKa, IPOJIAIlc MUTPAIbHOTO KJIallaHa, TPDKU. Y OONbHBIX
¢ cuHpoMoM MapruHa-bet B moctinyOepTaTHIOM Iieplofie BBLABIACTCA Ma-
KpOOpXM3M. ¥ HEKOTOPBIX ITAIIeHTOB ¢ ¢peHOTHIOM cuHapoMa IIpagepa-Bu-
7 pa3BuUBaeTCs oXxypeHue u runepdarus. OnncaHbl HapyIIeHNs CHa, MHOTAA
€ OO6CTPYKTMBHBIMMU AIIHO9, YACTble OTUTDI, CMHYCUTBI, CHIDKeHMe 3penus. Co
CTOPOHBI >KeTyJOYHO-KHIIEYHOTO TPAaKTa OTMEYAIOTCS PBOTBI, pedIIoKcC.

YepenHo-nuiieBble AM3MOpGUM BKIKOYAIOT Makpoledanuio, AUCIIacTuy-
Hble KPYIIHbIE OTTOIIBIPEHHbIE YIIHbIE PAKOBUHBI, JUIMHHOE Y3KO€ JINII0, BBICTY-
maromuii 106 1 mofOOPOLOK, IULEBYI0 ACUMMETPIIO, BBICOKOE He00, HEPOBHBIII
3yOHOII psifi, CTPabU3M, HICTArM, aCTUTMATU3M, [ITO3.

¥ 25% xenmun ¢ npemyranueii B rene FMRI paspuBaeTca oBapuanbHas
HEJOCTAaTOYHOCTDb. Y MY)XUMH ¥ XKEHIIMH C IpeMyTanuei B Bo3pacre 50 et u
cTaplle MOXXeT pa3BMBaTbCA X- aCCOLMMPOBAHHBIN CMH/IPOM TPEeMOP/aTaKCHA.
B 1993 romy ObUI BBISIBIIEH BTOPOII BAPMAHT CUHPOMA JIOMKOI X-XpOMOCOMBI
(FRAXE, rer FMR2) Taxske COpOBOX/JAIOIUIICA YMCTBEHHOI OTCTa/IOCTDIO.

JIMarnocTuka CMHApPOMa JIOMKOJ X-XpOMOCOMBI OCHOBaHa Ha MOJIEKY/AP-
HO-TeHeTM4ecKux nopxonax. OHM BK/IIOYAIOT KaK aHAAM3 METUNMPOBAHUA B
nokycax FRAXA n FRAXE, Tak u uccnefobanue JIMHbBI 9KCIIAHCUM TPUHYKIIE-
OTHJJHBIX IIOBTOPOB B COOTBETCTBYIOIIMX 00/IaCcTAX reHOB (ONpefie/ieH1e Yucia
CGG nosTopos). Takyum 06pa3oM, Hamu4ue y MalyieHTa YMCTBEHHON OTCTasIo-
CTH, 0COOEHHO B COUETAHMNU C Ay TUCTUIECKUMI MIPOSIB/IEHISIMY, BBISB/IsIEMast
y JKEHIIVH paHHss AUCHYHKUMA SMIHUKOB, [IOSIBJICHNE B CeMbe aTUIINYHOTO
TpeMopa ¥ aTaKCUM y MY>KYMH HOXKMJIOTO BO3PacTa SABIAKTCA IOKa3aHUAMU
1A 06CIeoBaHUA Ha CHHAPOM JIOMKOII X-XpPOMOCOMBI.
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Atakcusa Opuapeiixa

Araxcus Opupperixa (6onesus Opupaperixa, OMIM 229300) siB/sieTCst camoit
4acTolt GOPMOIL HAaCTeCTBEHHON aTakcyuu. 3aboneBaHye onucaHo B 1863 roxy
HeMenkuM npodeccopom H. Opuppeiixom. Hacrora 3a60eBaHys 110 JAHHBIM
pasHbIX aBTOPOB Komebmercst ot 1:22000 mo 1:100000. Tun HacnenoBaHMs ay-
TOCOMHO-PELleCCUBHBIA. JacToTa TeTepOo3UroTHOr0 HOCUTENLCTBA COCTABIIAET
1:100 genoBek. 3aboneBaHne 0OYCIOBICHO IKCIIAHCHEN TPUHYKICOTU/HBIX II0-
BTOpoB GAA B 1-M untpoHe reHa FXN (9q13-21.1). Yucmo xomuit moBTOPOB
GAA B HOpMe paBHO 5-30, IpM HaTOMOIUM OHO yBenu4uuBaercs go 70-1000.
BripakeHHas skcmaHcusA 1o0BTOpa GAA IPUBOAMUT IIONHOV yTpare PYHKLMU
reHa ¢pparaxcuna. C IaTOreHeTM4eCKoil TOYKM 3peHms arakcusa Opunpeiixa Mo-
JKeT PacCMaTPUBAThCs KAK BapMAHT MUTOXOHPUATBHOTO 3a00/IeBaHNSL.

Manudecrauns arakcuu prppeiixa mpoucxopnt Mexay 8 u 15 rogamu. Cpep-
HIIT Bo3pacT MaHudecranym cuMIToMOB coctasysteT 10,5 +7,5 net. Baxknas oco-
6eHHOCTD K/IMHIIECKOI KaPTUHBI - MY/IBTVOPTaHHOCTD IIOPA>KEHMA, IIPY KOTOPOIt
HEBPOJIOTMYECKIE IIPOAB/IEHNA COUYETAIOTCA C 9KCTPaHEBPAIbHBIMY CYMITOMAMI.
XapakTepHbIMYU KIMHWYECKMMM IpUsHaKaMy aTakcuy Openpeiixa ABIAIOTCA CMe-
MIAHHAS ATaKCVsl, TUSAPTPUSL, CYXOXKIIbHAsA apeIeKCHsI, CHIDKEHME CYCTaBHO-
MBIIIEYHOI U BUOPALIOHHON YyBCTBUTEIBHOCTH, aMuoTpodun. B 70% ciydaes
HepPBbIM CUMIITOMOM 3a00JIeBaHMsA SAB/IACTCS MPOTPeccUpyIolliee PacCTPOVICTBO
HOXOZIKM. ATaKcus IIpu Xoibbe 0OYyCIOB/IEHa CEHCUTVBHBIM M MO3XKEUKOBBIM
KOMITOHEHTaMM. 3aTeM BO3HUKaeT AMHaMMYecKas aTaKCys KOHEYHOCTeN, M3Me-
HsAETCA ITOYepK, IOAB/IACTCA VHTEHIMOHHBIL TpeMop. [Tpu kmaccudeckoit popme
3a00/IeBaHMsI YTHETEHME CYXOXIIJIBHBIX peIEKCOB SIB/IIETCST OFHUM M3 PAHHUX
cumnromoB atakcun Opepnperixa. CraboCTb MBI CONPOBOXAAETCS Pa3BUTIEM
TUIIOTOHMY, MbILIEYHBIX aTpodmit. Ilo maHHBIM muTeparypsl y 10-15 % 601bHBIX
pedIeKchl MOTYT OCTaBaThCs COXPAHHBIMY VTN JayKe ITOBBIIIATHCSA Ha OHe Hapac-
TaIOLIel MMPaMMUAHOM criacTiyHOCTH. Ha mospHeit crapyu 3aboneBaHus xogboa
CTaHOBWTCSI HEBO3MOXKHOII 13-3a IIPOTPECCUPYIOLIEN CTAbOCTH 1 ATAKCHIL

ITpu SHMI oTmeyaeTcs akCOHa/IbHasA CEHCOPHAsA HellpomaTus.

IIpu MPT BBIABNAETCA yMEHbIIeHMe ONEPEeYHOT0 pa3Mepa CIMHHOTO MO3-
Ia, MO3)KEYOK OCTAETCSI COXPAHHBIM JIOTITO€ BPEM:.

K skcTpaneBpanbHbIM NposABIeHNAM aTakcun Ppespeiixa OTHOCATCA KOCT-
Hble fledopmanyu (cromna Opupnpeiixa, CKOIMO03), KAPAUMOMUOLIATIY, SHJOKPVH-
Hble pacCTpONICTBA (TUIOrOHAAV3M, CaXapHbIil AyabeT), opakeHue OpraHa 3pe-
Hus (auctarM, YA3H, nedexTtsr moneit 3peHns).

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

I depenIanbHblil JUATHO3 CIEAYET IPOBOJUTD C KIMHIIECKU CXOIHBI-
MU popMaMy aTaKCHil ¥ HaC/IeACTBEHHBIMY O0/Ie3HAMY 0OMeHa BellleCTB: aTak-
cMell ¢ M3OMMPOBAaHHBIM fedMUUTOM BUTaMMHa E, crimHO-Lepebe/apHbIMU
atakcuamu I, II un III Tunos, Hac/eqCcTBEHHBIMU MOTO-CEHCOPHBIMU Helpora-
MY, 6071e3HbI0 PepcyMa, aberamumonporenHeMyeil, AeHTOPYOpOIaINEO-
nysapHoit arpoduerr, Gml- 1 Gm2-TaHITIMO3UA03aMI, TATAKTOCUATNO30M,
nosgHuMY popmamu 6onesun Humana-IInka.
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CnuHanbHasA MbILIeYHast aTpodus

CryHajbHast MbllIevHas aTpodus MPefCTaBIAT co60I! IPYIIY ayTOCOM-
HO-pel[eCCUBHBIX 3a00/IeBaHMII, XapaKTePU3YIOIINXCS JieTeHepalier mepefHux
POTOB CIIMHHOTO MO3Ia, IPUBOAALINMX K CMMMETPUYHOI MBILIEYHON C/1aboCcTn
U aTpouu NPOKCHMAIbHBIX MBIIIL KOHEYHOCTel. IDTO BTOpOe II0 4acToTe
ayTOCOMHO-pellecCUBHOe 3a00jIeBaHye IoCTe MyKOBUCLIMIO3a. BoInendor nH-
¢danTunbhyo octpyo popmy (CMA I) (6onesus Bepauura-lodpdmana), undan-
TWIBHYI0 XPOHMYECKYI0, MpoMexyTounyio ¢popmy (CMA II) u 10BeHUIbHYIO
(60onesup Krorenpbeprepa-Bemannep) (CMA III). 3a6oneBanne 06ycnoBieHO
menenyeyi rena SMN 1 (5q13.2) 6omnee ueM B 95% ciydaes. YacroTa: 1:6000-8000
HOBOpOX/eHHBIX st CMA I (yacTora rerepo3suroTHOro HoCuTenbCTea - 1:40),
mig CMA II u CMA III gacrora coctasnser 1:24000. 3a6oneBanue cBA3aHO C
IlereHepanueil IepefHNX MOTOHEPOHOB MepPefHNUX POrOB CIMHHOIO MO3Ta U
sflep YePEeIHO- MO3TOBBIX HEPBOB.

CMA I (6one3un Beppuura-Todpdmana). Bospact manndecrauym go 6 mecs-
eB. [TepBble IIpu3HaKy 3a00/IeBaHVs MOTYT OTMEYaTbCs yXKe BO BHYTPUYTPOO-
HOM Iteprofie c1abbIM IreBesieHreM iofa B 30% caydaeB. Mblieunast ctabocTsb
¥ TUTIOTOHUSA OTMEYAIOTCA C IePBbIX JHell x13H1 y 60 % 6ombHbIX. Boree 95%
6ONIBHBIX MMEIOT NMPK3HAKM 3a00/meBaHmsA K 3-M MecsinjaM. HeBpomormaecknit
CTaTyC yKIaJbIBAaeTCs B MOHATHUE «BSIOTO pebeHKa». XapakTepHa CUMMeTPUY-
Has MBIIIeYHas CTaboCTh B MPOKCMMABHBIX OT/AeNax KoHeyHocTell. Kak mpa-
BIJIO, HJDKHME KOHEYHOCTM ITOpaKeHbI OOJIblile, 4eM BepXHye. MBIIIeqHbIi
TOHYC Anp(y3HO CHIDKEH, aKTUBHbBIE IBJDKEHVS KOHEYHOCTENl OIpaHNYEHBL.
CyxoxmbHbIe pedIeKChl, KaK IIPaBUIO, OTCYTCTBYIOT. PedieKchl HOBOPOXK-
IeHHBIX (B T. 4. 3alIMTHBI U COCATeNIbHBI) yrHeTeHbL IIpy maccuBHOM yzep-
JKaHUM pebeHKa B BEePTUKATbHOM IIOJIOKEHUM ONOPa Ha HIDKHUE KOHEYHOCTH
OTCYTCTBYeT. [leTn He CIIOCOOHBI creTh 6e3 mopmepKKu. Ilcuxmdeckoe passu-
TIe COOTBETCTBYET BO3pacTy. XapaKTepHbI MblllleyHble arpodu, (aciuKy-
Ay, GuopwULAnM B A3blKe. IpynHas xieTka fedopMupoBaHa. MbleyHas
CMaboCTh PACIPOCTPAHsETCS U Ha [bIXaTelbHYI0 MycKymarypy. Ocmabmenue
(GYHKUMY ABIXaTebHBIX MBIIIL M AuadparMbl KOMIEHCHPYETCS BKIOYEHUEM
B IPOLECC [IbIXaHNs MBIIII XMBOTA. BynbbapHass ancdyHKUMA IMpefcTaBiie-
Ha IUIOXVMM COCaHUeM, IJIOTaHMeM, HapyuleHnaMy pabixaHusA. Ommcansr BIIC
(OMIIIT, IMDKIT). Camas yacTas NIpU4YMHA CMEPTHU - peCIMpaTOpHble MH(DEK-
1. CpefHAA IPORO/DKUTEIbHOCTD KU3HY COCTAB/IACT 7 MECAIIEB.

CMA 1L ITpu6nusnrenbHo 50% ot Bcex caydaeB coctanger CMA II. Tak
HasbIBaeMBbII IPOMEXYTOUYHbIT TniT. Maundecranus ot 6 5o 18 mecsues. CHa-
Yajia IIOPaXKAI0TCs NMPOKCHMMAJIbHbIC OTHENbl HVDKHUX, 3aTeM BepXHUe KOHed-
HocTu. XapaKTepHa 3ajiepKKa MOTOPHOTO Pa3BUTHA. DONBIIMHCTBO feTell He
CIIOCOOHBI CaMOCTOATENBHO CUZIETb U CTOATHh K rofy. BosHukaeT perpecc Mo-
TOPHBIX HAaBBIKOB. [iTyOokume pedirexcs! cHIDKaoTCs. Ha mepBelil IIaH BBICTY-
[AIOT MbIIIIeYHas CTabOCTh ¥ TUIIOTOHMS. BOSHMKAIOT KOHTPAKTYPBI B KPYIIHBIX
cycraBax, X-o6pasHas fedpopmariiss HIDKHMX KOHewHOCTelt. Crerduueckum
IPU3HAKOM SB/IAETCS MOCTYPaIbHBI TPEMOP B MaNbliaX pyK. XapaKTepHbI OT-
YeTVMBbIe MBIIIEYHbIE aTPODUM, IICEBOTUIIEPTPODUN HEKOTOPBIX MBIIIII, MbI-
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IIeYHO-CKeTleTHbIe feopmanyn. [IpogomKITeIbHOCTD KU3HY OT 2-X JIeT 10 3
MeCATUNIETUA JKUSHN.

CMA III. Mauudecrauns nocie 18 mecsues. XapakTepusyeTcs MeJIEHHO
IIPOrpecCUpYIOLell IPOKCUMATIbHO CTab0CThI0. BONMBIIHCTBO OOIBHBIX MOTYT
CTOATDb M XOAUTD. 3ab0jIeBaHMe IPOrpeccupyeT MefyIeHHO. XapaKTepHBI IICeB-
poruneprpoduu, kpamnn, GacUUKyIANUN B KOHEIHOCTAX, TpeMop pyk. Cyxo-
JKUTIbHBIE PeIEKChI C PYK CHIDKEHBI, C HOT OTCYTCTBYIOT. [IpOfj0/DKUTeIbHOCTD
JKVM3HU MOXKET ObITh He M3MEHEeHa.

ITpy OHMI BbIABIAIOT TNpU3HAKM MOPAKEHMA KIETOK IepefHero pora
CIIMHHOTO MO3Ta.

JuddepeHnyanbHbI AMATHO3 CIEAYeT IPOBOJUTH C BPOX/CHHBIMM MBbI-
MIEYHBIMU JUCTPO(UAMM, BPOXK/AEHHBIMI MUOMATUSMY, HAPYIIEHUsIMU MeTa-
607113Ma yIIeBOJ0B, MIACTEHNEN!, IEPBUYHBIM OOKOBBIM CKIEPO30M.

ITpoBoauTCsA MONEKYNIAPHO-TeHEeTHYeCKas NMArHOCTMKA CIIMHANbHON MbI-
IIeyHolt aTpodu: 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
IBUraTe/IbHBIX (MOTOPHBIX) HEPBHBIX KTeTOK. ISIS-SMNRX - 9T0 aHTICMBICITOBOII
O/IMTOHYK/ICOTU/IHBII TIPeNapaT, CIOCOOHBIN YBeNNIMBaTh YPOBEHD BDKUBAHISA
IIBUTATeNIbHBIX HelpoHOB. TpeTpio a3y KIMHMYECKMX UCIIBITAHNI Ha TalleHTax
¢ CMA npoxopurt npenapat, HaspaHHbI ASO (antisense oligonucleotide).

Mbpmeynas gucrpodia Jromenna/bekkepa

Mpermeynas guctpodus JiomenHa/Bexkepa — ofHa 13 caMbIX YacThIX GopM
HEepPBHO-MBIIIEYHOJ HAaTOMOTUM HETCKOTO BO3PACTa, OTHOCAMIAACA K [UCTPO-
¢unonatuaM. 3abonepannue omucaHo G.Duchenne B 1868 roxy. 3a6oneBanue
IpefiCTaBIAeT cO00JI NMPOrpecCUpYIONYI0 IPOKCYMANbHYIO MBIIICYHYIO JVIC-
TpodUI0, 0OYCIIOBICHHYIO CHIDKEHNEM KOIMYeCTBa JUCTPO(VHA B MBIIIIAX,
YTO IIPMBOJUT K UX JlereHepaliy, a BIIOCIeNCTBIUM CHYDKEHUY IBUTATe/IbHOI aK-
TUBHOCTH, OPTOIENYECKUM OC/IOKHEHVAM M CepfieyHO-TIeTOYHOl HelOCTaTO4-
Hoctu. Tur HacnegoBaHMs — X-CIeIUIEHHBII PeljeCCUBHBIIL, TO eCTb 9TNUM 3a60-
7leBaHNeM OOJeI0T TObKO Ma/IbUVKM, a XXEHIIVHBI ABJIAIOTCA HOCUTEIAMM TeHa
maHHOro 3abosneBanusi. Yacrora mbiiedHoit guctpodun [JomenHa - 1:3500
HOBOPOX/ICHHBIX MaJIbYMKOB, IIpK 9TOM 1/3 ciry4aeB 3abo0yeBaHNA IIpefCTaB-
JleHa CIIOHTAQHHBIMM MyTauusiMu. Mbiuteunas guctpodus bekkepa siBisiercs
BTOpOI1 110 yacToTe (1:30000 ManbYMKOB).

3aboneBaHne OOYC/IOBIEHO IaTonmoOrMeit Oenmka AucTpoduHa, HedeKTHO-
ro mpy mporpeccupyoieit Mpieqnoit gucrpoduu (IIMID). 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 BBIABISAETCA HE TONBKO B CKe-
JIETHBIX  MBIIIIAX, HO TaKXKe B IIAZKMX MBIIIIAX, MBIIIIe CEPALla 1 MO3Te.
HepmocraTrok mporpeccpymoleil «yTedKkol» BHYTPUKIETOYHBIX KOMIIOHEHTOB,
YTO IPUBOAUT K pe3koMy nosbimeHno KOK.
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I[IM]I Oronrenna (OMIM 310200) xapakTepyu3yeTca paHHUM HAa4aJIoOM ¥ OT-
HOCUTE/IbHO OBICTPBIM IIPOTPeCcCHpOBaHNeM Mpoljecca. Y 4acTy AeTell oT™Meda-
eTcsA 3afiep>KKa MOTOPHOTO pasBuUTHUA YxKe Ha 1-2 ropy >kmsHm. Kak mpasuiio,
metyt ¢ IIM]] HaunHatotT xoputh K 1,5 rofam. ITepBble Ipu3HaKky 3a00eBaHNs
B BIJie MBIIIEYHON CTabOCTy MOSIBIAIOTCA B Bo3pacrte 2-5 net. Kak mpasuiio,
0K0710 75% 60/IbHBIX MAHU(ECTUPYIOT K 4-M rofaM. JleTu HAYMHAIOT UCIIBITHI-
BaTh 3aTPYAHEHNU IIPYU XOfb0e II0 IeCTHNUIIE, BCTABAHUM C 10714, IePeCTaIoT Oe-
raTh, M3MeHseTCA moxofKa. [Ipuembl [oBepca ABIAIOTCA Pe3yabTaToOM CMaboCTn
MPOKCYMAJIbHBIX IPYIII MBIIII 6efipa. XapaKTepHa MbIIIeYHas TUIIOTOHMS, OT-
CYTCTBUE KOJICHHBIX CYXOXKMIBHBIX pepIeKcoB 1 pedieKCcoB ¢ PyK. AXMITIOBBI
pedIIeKchl OCTAIOTCA COXPAHHBIMU Ia)Ke B IIO3HeIT cTafuy 3abonepanus. Pas-
BMBAETCsA YMEPEHHDIN CKO/NO3, YBENMYMBAETCA MOACHUYHBINA T0pRo3. Y 60 %
OO/IbHBIX BOSHUKAIOT IICEBIOTUIEPTPOPGUI MKPOHOKHbIX (a 3aTeM HeIbTOBI-
HBIX 1 ATOAMYHBIX) MBIIII] 32 CYET PaspacTaHuUs )KUPOBOIL U COENMHNUTEIbHOI
TKaH!. [TocTeTleHHO pa3BUBAIOTCSA TUITOTPOMUY MBI 6efiep Vi Ta30BOTO Mosca.
Y 30 % 60/IbHBIX OTMEYAIOTCSA KPaMIIY B MKPOHOXHBIX MbIIIaX. Makpormoccus
BCTpevaetcst y 30% 60/mbHBIX. BO3MOXXHBI KOHTPAKTYphbl B KOJIEHHBIX, Ta306e-
IPEHHBIX U JIOKTEBBIX CyCTaBaX. BepxHye KOHEUHOCTM BOBJIEKAIOTCA B IIPOLIECC
Ha To3fHelt craguy 3aboneBanys. [ToTepst XoabObI IPOUCXOFUT B IPOMEKYTKE
Mexpy 7 u 13 rojamu. XapakTepHa YMCTBEHHAs OTCTA/IOCTb JIETKOI CTeIeHN
(20% moryT uMeTb 6071ee TKENyI0), cpenHuit 1Q paBeH 85, 4TO HMXKe CpeTHETO
B 001eit mony/any. Ha mo3gHux crafmax 3a60/eBaHys XapaKTePHBI TeTO4Has
TUITOBEHTWIALMA, ABIXaTelbHas HEHOCTaTOYHOCTh, JIKMII, ceppmeunas Hemo-
CTaTOYHOCTD. [Ipogo/mmkuTenbHOCTD XXu3HM [0 20 feT.

ITpu maboOpaTOpPHBIX M MHCTPYMEHTAIbHBIX MCCIE[OBAHUAX BBIABIAIOT:
MaccuBHbIl nogbeM KOK B kposu, B 50-300 pa3 mpeBblIIAONNIT HOpMalb-
Hble 3HaYeHMA. B 6MOXMMIYeCKOM aHamM3e KPOBYU TAaKXKe MOBBIIIEHBI YPOBHU
TpaHCaMIHAa3, aJbJl0Na3bl, TAKTaTAEIUPOreHasbl. BRIABNIAIOT MuoNnaTHyecKue
nsMmeHenus Ha DHMI u orcyrcTBre puctpoduHa, gereHepanuio Muopuopul
¢ ¢ubpozoM u XUPOBOI MHPUIbTPALMEN IPU MblIIeYHOI 6roncun. Vsmene-
Hust KT nmpencraBiensl ry6okum 3yorom Q, BbicoknM 3y61ioM R, mHBepcueit
3ybua T, 6mokanoit Hoxek mydka [cca).

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

I[IM]], Bexkepa (OMIM 300376) sinsiercs annenbroit popmoit k TIM]I Tro-
IIEHHA, XapaKTePU3YeTCsl CXONHBIMU KIMHUYECKUMU NPOsBIeHUsAMY, Gomee
HO3HUM HadajIoM 1 6ojee MATKuM TedeHreM. CpemHUil Bo3pacT MaHudecTa-
nuu okoj1o 12 net. IlaumeHThI JOXXUBAIOT 10 3-5 mecATUne TS >KU3HU.

JlmarHocTKa OCHOBaHA Ha JAHHBIX MOJIEKY/SPHO-TEHETUYECKOTO MICCIIENO-
BaHIIS: OVICK JieTIeLViT U {YIUIMKALIMIL B TeHe aucTpoduHa. B 60% crydaes 3a60-
JleBaHye 00YCTIOBIICHO IIPOTXKeHHbIMM Aeenuamy rena DMD, B 10% cny4gaes
— ByIIMKanyuAmMy, a B 30% ciry4daeB BBIAB/IAIOTCA TOYKOBbIE My Talli.

JleyeHre cMMITOMATHYECKOE, BKIIIOYaOIlee KYPChl CTEPOMIHOIN Tepanuu u
xupyprudeckoe ynedenue. Ilpenaparsl gia nedenna IIM]I [JromenHa HaxopAT-
C B CTafiuy KIMHNYecKuX ucnbitanmit. [Ipemnapar TpancnapHa (aTanypen) (3-s
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CTamys KIMHWYEeCKIX MCIBITaHmiT) paspabareiBaeTcs st 6onpHbix ¢ [IM]T T1o-
IIeHHa, 00YCIOBIeHHOI HOHCeHC-MyTauyelt B reie DMD. [leiicTBue npenapara
HaITpaBJIeHO Ha BOCCTAHOBJIEHV HAPYIIEHHOTO CMHTe3a AucTpoduHa. Takxe
IIPOBOAUTCSA KIMHWYIECKIe UCTIBITAaHNA TIpenapaTta sTermupcer (AVI-4658).

Heitpodubpomaros I tuma (6one3nn Pexnnurxaysena)

B Hacrosimiee BpeMs ommcaHo 4 Tuma Heilpodubpomarosa. Haubonbiiee
KIMHIYECKOe 3HaYeHMe UMEIOT JBa OCHOBHBIX TMMA - THUII | (K/Imaccuyueckuit) u
Tt I (IBYCTOPOHHMIT aKyCTUYECKNIT VN LIeHTPaIbHBII).

Heitpo¢ubpomaros I tuna (HO -1), u3BecTHBINT Kak 6071e3Hb PekmHrxayse-
Ha v neprudeprdecknii Heltpo¢prbpoOMaTos, OTHOCUTCS K IpyIe PaKkoMaTo-
308 (rpeu. rhakos - msTHO). Bo/le3Hb BriepBble OmrcaHa HEMEL[KIM IIATOJIOTOaHa-
tomoM Ppuppuxom ¢oH 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 HaclefoBaHMs — Ay TOCOMHO-JOMJHAHTHBIN C BBICOKOJ! IIEHETPAHTHOCTBIO.
ITpu6mM3uTeNIPHO IOIOBMHA MOPAXXEHHDIX SABJ/IACTCA HEPBBIM CIIyd4aeM 3a0oje-
BaHISA B CeMbe, YTO 06YCIOBIEHO BO3HIKHOBEHIEM HOBOI MYTAL[UM B TeHE.

3aboneBaH1e 06YCIOBIEHO PA3IMYHBIMU MY TAL[VSIMU UIU KPYITHBIMU JieTe-
uuamu B reHe NF1, KoTopblil paciionaraeTcs Ha J/IMHHOM Ijiede 17 XpoMOCOMBbI
(17q11.2)[. B rene omucano 6onee 250 mytaunii. Hanbosnee TsoKenyro KinHude-
CKYIO KapTMHY BBISBIBAIOT IIONHbIE Aemenuy rena. [IponykT rena Heitpodubpo-
MVH ABJISIETCS OIIyXOJIEBBIM CYIIPECCOPOM, OTBEYAIOIIMM 38 KOHTPOJIb K/IeTOY-
HOTO POCTA.

H®-1 - 310 MyIbTHCHCTEMHOE TeHeTHdecKoe 3abojIeBaHue, KOTOpoe Xa-
paKTepusyeTcs KO)KHBIMM, HEBPOJIOTMYECKUMM ¥ OPTOIIEUYECKMY IIPOsIBIIe-
HuAMU. 3aboreBaHye MMeeT YeTKYI0 BO3PACTHYIO JVHAMUKY BO3HMKHOBEHUS
K/IMHUYECKUX CYUMITOMOB. [TepBBIM M IOCTOSHHBIM CUMIITOMOM 3a00JIeBaHMA
SIBJISIIOTCSI TISITHA [[BETA «KOde ¢ Momokom» (¢p. cafe-au-lait, anrm. milk coffee),
KOTOpBIe ¥ 2/3 IMOpa>kKeHHBIX NOAB/IAIOTCA C pokaeHysA. OKpacka IATeH Bapbu-
PYeT OT cBeT/I0-6eXKeBOro Ko TEMHO-KOpUYHeBOro 1BeTa. Kak mpasuio, msaTHa
MMEIOT POBHbIE, YeTKIE KOHTYPBI, OKPYITIyI0 (OPMY, INIaJKyI0 HOBEPXHOCTDb U
He BBICTYTIAIOT HaJl ypOBHEM KOXKU. [MCTONMOrMYeCKY IATHA TIpefiCTaBIeHbI CKO-
IUIeHUEM B iepMe MeITaHOO/MIacTOB U MeJIAaHOLMTOB C BKIIOYEHMAMY MeJIaHUHa.
KonuuecTBO IATEH IOCTOAHHO YBeIMYMBALTCA C BO3pacToM 6onpHOTO. [Hmep-
IUTMEHTHBIE IIITHA BBIB/LIIOTC y 99% feTeit cTapiie rofa. Y B3pOCIbIX 60/b-
HBIX HEKOTOpBbIe IATHA «KO(e ¢ MOJIOKOM» MOTYT rc4esats. Y 6onbHbIx ¢ HO -1
TaKKe MOYXHO OOHAPYXXUTb eAMHIYIHBIE IeIUTMEHTHbIE MIATHA.

Menkue runepnurMeHTHbIE IATHA, MOXOXME HAa BECHYIIKM, pacIiojaramo-
Iyecs B ITOAMBINICYHBIX U [TAXOBBIX 00/IACTAX, SABIAIOTCSA BTOPBIM KOXKHBIM
npossinenneM HO —-1. OHy peiko IPUCYTCTBYIOT IPY POX/EHUMY, a K 7 TOfaM
BBIABJIAIOTCA ¥ 90% O0bHBIX. Peske «BeCHYIIKI» MOTYT OBITb PACIIONOXKEHBI Ha
wree, e, A1 y3HO IO BCEMY TeTy.

OCHOBHOJI THII OITyXOJIelt IpencTaBieH Hetipodubpomamu. Hesipodubpomer
ABJIAIOTCA MOCTOSHHBIM M BKHENIIMM AMarHoCTHYeckuM cumnromom HO -1.
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Heitpodnbpomsl - 3T0 H06pOKaueCcTBEHHbIE OMYXO/IN, obpasyoluecs u3 060-
JI0YeK HepBOB, COfiepXKalljlie B CBOEM COCTaBe IIBAHHOBCKME KIeTK, a TakoKe (u-
6po6IacThI 11 KJIETKY MepUHeBpUsA. DT OIMYXO/M HPECTaBIAT co60il He6OIb-
IIVIe V1 OTPaHIYeHHbIe HOBOOOPA30BaHIsI, PACIIO/IATAIOIVIECS B KOYXKE, ITOJJKOXKHOIT
KJIeTYaTKe, CIIMHHOMO3IOBBIX KOPEIIKAX WV Pa3pacTaloinecs AaneKo 10 XOXY
nepudeprieckux HepBoB. OIyXony, KaK IPaBUIo, 6e300/1e3HeHHbIE, MEJIEHHO
Pas3BUBAIOIIVECS ¥ PEIKO MPOSIB/AIOT cebs KmHmndeckumu cumnromamu. Heii-
PodMOPOMBI TOKaM3YIOTCSA Ha TY/IOBUIIE, KOHEUHOCTAX, BHYTPEHHUX OpraHax,
penKo Ha nuiie U Iee. [IoaKoXHbIe HeiTPoGUOPOMBI MOXXHO OIPEETUTD TOTHKO
[a/IbIIATOPHO. I10/{KOXKHbIE I KOXKHBIE HEMPOGUOPOMBI PEKI Y Ma/IEHBKIX e Tell
7, KaK IIPaBM/IO, BOSHUKAIOT K 6 I 6oiee rogam. ITo faHHBIM nuTeparypsl y 48%
OOJbHBIX OHY BBIAB/LAIOTCA K 10 Topiam, a y 84 % - k 20 rogam. Y B3pOC/IbIX 60/1b-
HBIX KO/INIECTBO HelfpoubpoM BapbupyeT OT HECKOIBKIX [ECATKOB 1O HECKOIIb-
KUX COTeH. BBICTpBIN pOCT HelTpopuOpoM HaBOANUT Ha MBIC/Ib O 3/I0Ka4eCTBEHHOI
TpaHchopMaln. B HeKOTOpble MePHObI XKU3HN OTMEYAeTCs] YCKOPEHHBIN POCT
HeiipoduOpOM: IePUOJL ITOTOBOTO CO3peBaHMsI, HepeMeHHOCTh (POCT CTaphIX U
HOSIBJICHVe HOBBIX Heilpodubpom), BospacT 50-70 net. ITnexcnudopmHubie Helipo-
¢ubpoMBI, pa3BUBaIOLIIecs] Ha KPYIIHBIX HePBaX ¥ HEPBHBIX CTBO/IAX, OIMCAHBI
6omee yem y 1/4 mannentos ¢ HO -1. Oun AB/IAIOTCS GOIBIINMY 110 pasMepam,
nnddysHbIMIL, TOKaNbHO MHBasUBHBIMIL. [11ekcndopMHble HeltpodnbpombI MO-
TYT CONPOBOX/ATbCA TUIIEPIIUTMEHTALMell VIN TUIePTPUXO30M Ha MOBEPXHO-
CTH, BBI3BIBATB 007Ib, GBITH ACCOLMVPOBAHBIMIL C KOCTHBIMI 9PO3VISIMIL.

TaMapTOMBI Pafiy KK, 3BeCTHbIE KaK y3e/ku JInmra K 10 rogam BeISB/ISIOTCS
y 70% 6OIbHBIX.

[ns 6onpubix HO -1 XapaKkTepeH ETKMIiT CKOMNO3, KOTOPBII MOXKET IpHo6-
perarb OBICTPO HpoOrpeccupympolilee TedeHne y gereil Monoxe 10 met. KocTHbie
AQHOMAIMM MOTYT OBITH K/IMHMYECKV «MOMYALIVMI» ¥ TIPECTABIEHbl MHTPA-
Mefy/ULIPHBIM (rOPO30M, KOPTMKAIbHBIM VICTOHYEHVEM, I03BOHOYHBIMI AY-
panbHbIMHU 9KTasysAMU. [l 60mpHBIX ¢ HD -1 B geTCTBE XapaKTepeH 0CTeoIo-
P03, 06yCIIOB/IEHHBIIT IIOBBILIEHHBIM YPOBHEM KOCTHOII pe3opOumu.

PaspaboraHbl KIMHMYeCKMe Kputepuu Heitpodubpomarosa. Hamnmume 2-x
U3 7 MMEIOIINXCS KPUTepHeB II03BOMAET MOCTaBUTD ayarHos HO —1. MHorue
U3 9TUX IPU3HAKOB IIOSAB/IAIOTCA B MO3[HEM JETCTBE VIV IOHOIIECTBE U He I10-
3BOJIAT NOCTaBUTh AuarHo3 HO-1 B nepsble Tofbl KU3HNU. Y 97% HalMeHTOB
K/IMHWYIECKUIT {ATHO3 y)Ke IIOCTABJIEH K 8 TOfiaM.

Kmmunygeckne xpurepun HP —1:

1. Ilectp wnu Gonee mATEH LBeTa KOde C MOITOKOM MU TUIIEPIUTMEHT-
HBIX IITeH d=5 MM B Ie€TCKOM Bo3pacTe 1o mybepraTa, d=15 MM mocre
my6epTaTHOTO Iepuoza.

2. MHOXeCTBeHHbIe, IOXOKJME HA BECHYLIKM, IINTMEHTHbIE ISITHA B HOJ-
MBIIIEYHOI /I TaX0BOoIT 06macTax (bomee 2-x obmacTein).

3. Hamuure 2-x u 6071ee TUNNYHBIX Heitpopubpom wmmu 1 maexcudopm-
HOI1 HetpoGUOPOMBL

4. Iimoma 3spuTenbHOrO HEpBa.

5. [IBe mnu 6omee raMapTOMBI pafyxku (ysenku JInimna), 4acTo BbIABIAE-
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Mble TOJIbKO Ipu 06C/IefoBaHNM O(TaIbMOIOTOM C IIOMOIIBIO  IeNbe-
BOJ JIaMIIbI.

6. JIncnnasys KIMHOBUIHONM KOCTHM V/IM TUIIMYHbIE aHOMAIUM [/IMHHBIX
Tpy6UaThIX KOCTeIl, TaKJe KaK IICeBLOAPTPO3BbL.

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

cecTpsl) ¢ Hetipodubpomarosom I Tuma.

ITpu H®-1 4vacrora omyxoneit ITHC cocrapnser 5-30%. Onyxonu mpen-
CTaBJIeHBI IJIMOMaMI 3pPUTENbHOTO HepBa (1,5-7,5% mosAB/IsgeTcs B CpefHeM K 5
rojiaM), PYTMMU aCTPOLIUTOMAaMY, IIBAHHOMaMMU, MEHVHTYIOMaMU, SIHIUMO-
MaMy, HeBpMHOMaMI CJTyXOBOTO HepBa, Helipodubpomamu. Kinnnnveckas xap-
tiHa npu oryxossix ITHC 6yzer 3aBrceTs OT MX pasMepOB, MECTOPACIIONOKEHIS
U BOBJIEYEHHBIX B IIATOJIOTMYECKUIT IpoLjecc oOpasoBanmit. O3/10KadeCcTBICHIE
HelipodubpoM HacTymaer penxo. [I/is1 BOSHUKHOBEHNs 37I0KaU4eCTBEHHOI OIY-
XOJIM JNOJDKHA IPOM30MTY MyTalus ajleIbHoro HopManbHoro rena NF1. Yame
BCETr0 pas3BMBaeTCA HellpodubpocapkoMa mam HelipobnactoMma. BeposaTHocTh
MX BOSHUKHOBEHUA cocTaBsaeT 3—15 %.

TpynaocTyt B 06ydeHnu u /Wam CUHAPOM TMIIEPAKTUBHOCTH C HeQUIMTOM
BHMMAHUS BCTpedaeTcs: NpubmmsutenbHo y 40% 6ompubix ¢ HO 1. Menbmras
4acTh OOJIbHBIX MMeeT 60/ee BBIPaXKEHHBIIT KOTHUTVBHBII eDULIUT B BIJE Jer-
KOI1 MM yMepeHHOoIt yMCcTBeHHOI! oTcTanoct. Cpennnit IQ pasen 88. Oxomno
30% 6ONMBHBIX MIMeeT HapyIIeHNs ay TUCTUIECKOTO CIIEeKTpa.

Insa 6onbubix ¢ H® -1 xapakTepHbl MakpoLedaus, HU3KIMIL pOCT, apTe-
puanbHas runepTonuA. bonee yem y 1% 6onbHbIx ¢ HO -1 oTMevaeTcs cuMMe-
TPUYHAsI CEHCOPHasA aKCOHAJbHas HelponaTusA. IIpomo/KUTeTbHOCTD XKU3HI
6ompubIx ¢ HO -1 Ha 8 ymeT MeHbllle CpefHeil IPOXO/DKUTENBHOCTI XKU3HU B
00111eiT TOMY/IALUI.

InddepenHanbHblil [UAaTHO3 ClefyeT HPOBOAUTb C M3ONUPOBAHHBIMU
IATHAMIU TUIIA «KOde ¢ MOTIOKOM», Helipodubpomarosom Il Tniia, cuHApOoMaMu
Jlernyca, Mak-Ksiona-Onbparita, akyCTIIeCKOI HEBPMHOMOI, [IMOMaMI CTBO-
Jla MO3Ta, HU3KOAU(QePEeHNPOBAHHBIMY ACTPOLUTOMAMY, MEHMHTIOMAaMI,
MHQpAapPKTaMy CIMHHOTO MO3T4.

BosmoyxHO mpoBefieHMe omnepatuBHOro nedeHus. IlokasaHusMu A Hero
ABJIAIOTCA pe3Kas OONe3HEHHOCTb WIVM U3bA3BIEHUE OIYXO/M, 3aTpyJHEHNUe
OBYDKEHNIA, CIaB/IeHNe U CMellleHNe >KM3HEHHO BaKHbIX OpraHoB. B HeKkoTo-
PBIX CIy4asax K OIepalyy IpuberaoT ¢ KOCMeTUYeCKOI LIe/IbI0.

ITaTorenernyeckoe nedenne HP -1 nHaxoamrcs B (ase KIMHUUECKUX WC-
cnepoBanuit. IlokaszaHa addexTrBHOCTS MHIMOUTOPOB Ras (Tunmdapuuba) u
mupdeHngoHa.

Ty6eposHblii cknepos
Ty6eposusiii ckepos (TC) — 9To HacmeacTBEHHOE 3a60/IEBaHIE U3 TPYIIIIbI
(haxoMaTo30B, KOTOpPOE XapaKTEPU3YeTCsl IIMPOKUM CIEKTPOM KIMHIIECKUX
IpOsIBIEHNIT ¥ TporpeccupymomumM redeHnem. [Ipy atoMm 3aboeBaHNy pasBu-
BAIOTCSI MHOXKECTBEHHbIE TOOPOKauyeCTBEHHbIE ONyXOony (raMapTOMBI) 1 PyTHe
M3MEHEHNs B PaslTNYHbIX OPraHax, B TOM UJCIIe B KOXKe, TOTOBHOM MO3Te, I/Ia-
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3aX, [MOYKaX, IedyeH, Ierkux u cepate. Bourneville omican HeBponornueckme
nposiBiieHus 3abomeBanus B 1880 .

Yacrora TC - 1:6000 - 10 000. Tum Hacie0BaHMA — Ay TOCOMHO-JJOMIHAHT-
HBIJI C HEIIO/THOY IIEHeTPaHTHOCTBIO U BapyabMIbHON SKCIpeccuBHOCTBIO. [Tpu-
Omu3nTeNnbHO 2/3 BCex crydaeB 3a60meBaHMsA OOYC/IOBIeHbI HOBBIMM (CIIOHTAH-
HBIMM) MY TaIVAIMIL.

TC - reHetudueckn rereporeHHoe 3aboneBanue. Beigensaior TC 1-ro Tuma,
obycmoBnenHslit MyTaneit B reae TSCI, nmokann30BaHHOM Ha 9 XpoMocoMe
(9q34), xogmpytomeM 6emok ramaptuH. IIpubmusurensro 10-30% coydaes TC
o6ycnopneno myrauusamu B reae TSCI1. TC 2-ro tuma, o0ycnoBIeHHbIT MyTa-
nueit B rere TSC2, nmokanusoBaH Ha 16 xpomocoMe (16p13) n kogmpyeT 6ok
TyOepun. ITokasaHo, 4ro y manuenTtos ¢ Myranueit TSCI 3aboneBaHme Teder
6onee MArko, a Myrauuu B reHe TSC2 o6ycaBnuBaioT 6oree TsHKeNIOe TeUeHIe
3a00/1eBaHIISL.

Tennr TSC1 u TSC2 ABnAIOTCA eCTeCTBEHHBIMU TeHAMI-CYTIPecCOpaMi OIy-
xorneBoro pocra. benkosple npopykTel reHoB TSCI (ramaptun) n TSC2 (ty6e-
puH) 00pasyioT reTepopuMep, CIOCOOHBI MHIUMOMPOBATh ONOCPeLOBaHHDII
komiutekcom mMTORC1 (mammalian Target of Rapamycin Complex 1) curHanp-
HbIJT KacKa/l. JlJaHHBIN KacKaJ, AB/IAETCA KIIOYEBbIM PEryATOPOM POCTa U MPO-
mmeparyn kinetok. Innepakrupaiys kackaga mTORCI, Begymas K ycuneHnIo
K/I€TOYHOI Hponudepany, CUUTAETCA BAKHBIM 3BEHOM 37I0KaueCTBEHHOI
tpaHcdopmanuu. TybeposHsblil ckiepo3 obycnoBren Myrtarnuel renos TSC1
nm TSC2, comeprkamerica BO BceX K/IeTKax opraHusMa. [Ipy BO3HMKHOBEHMM
OIIyXO/IM B KJIEeTKe-pOJOHAYa/JIbHUIIE OITyXOJIeBOr0 KIOHA IIPOMCXOAUT HOBas
MYyTalyA BTOPOTro MApHOTO ajIe/id 3TOTO XKe IeHa.

IInarHocTyKa 3a60/1eBaHMsI OCHOBBIBAETCsI HA COBOKYITHOCTY KIMHNYIECKUX
CUMIITOMOB I JAaHHBIX Ta60paTOPHBIX uccnefoBannit. TC MOXKHO IMarHOCTUPO-
BaTb BHYTPUYTPOOHO, UCIIOIb3Ys YILTPa3BYKOBOE UCCIIEOBAHNE VIV MarHUT-
HO-PE30HAHCHYIO TOMOT'Pa@UIo, YTOOBI BBIABUTD PAaHHIE I3MEHEH S TOJIOBHOTO
Mosra 1 ceppua. Ogaako B 60pinHCTBe cnydaeB TC AMarHOCTUPYETCs B IPYA-
HOM WIN paHHEM JeTCKOM BO3pacTe.

B 1998 r. Ha cornacutenbHOl KoHepeHIy HanynoHampHOTO MHCTUTYTA
3nopobs (NIH) CIIIA xnunudeckue npusHaky TC 6bln paspeneHbl Ha 60mb-
e U Majble Kputepyun. s IMOCTaHOBKY HECOMHEHHOTO (OKOHYaTelIbHOro)
puarHoza TC Heo6XoguMO Hamu4ue ABYX OOJBIINX MIN OFHOTO GOJIBIIOrO 1
IIBYX Ma/bIX KpUTepueB. PeKoMeHpaumy 1o AMarHocTuke 6pUIi OOHOBIEHBI B
2012r.
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Ta6muua 4. [Juarnocruyeckue kpurepuu TC.

bonpume kpurepum: Masnblie KpuTepum:
[MnonurMeHTHpoBaHHble IsATHA (= 3) IIsTHA T KOHDETTU Ha KOXKe
Anrnocdubpomsr (> 3) nm 6mstuiku Ha 16y | HedexTs! amanu 3y60B (>3)
Horresslie hbubpomsr (>2) Dubpombl onocTu pra (>2)
[TaTHA «IIATPEHEBON KOXW» WM MHOYXe- JenmurMeHTHPOBaHHBIE MIATHA
CTBEHHas1 KOJTareHoMa CeTYaTKI
MHOeCTBEHHbIE FaMaPTOMBbI CETYATKI MHOXeCTBEHHbIE KMCTHI TOYEK
KoprukanpHas gucmiasus (>3) HemnoueyHas ramapToma

Cy6ameHiuMabHble y3ibl (>2)

Cy63neHguManbHble TUTAHTOK/IETOUHBIE
acTpoUUTOMBI (>2)

Pabgomuoma ceppia
JInmbanruoneriomnomaros (JIAM)
AHTMOMMONIUIIOMBI TTIOYEK (>2)

[MorBepxpenHas matorenHas Myranys reHos TSC1 i TSC2 aBnsercs no-
CTAaTOYHOI I HOCTaHOBKM auarnosa TC.

IMopaxenne ITHC mpy Ty6eposHoM cKtepo3e IpefcTasieHs! Tybepamu (95-100%
), CybatieHMaIbHBIMU y3mamut (95-98%), pafnanbHbIMI MUTPALIOHHBIMIL TPAKTa-
Mt (30-95%), cyOsIIeHIMaTbHBIMIU TUTAHTOK/IETOUHBIMM acTporLuroMamn (5-20%).

Ty6epbl IpencTaBIAT co00i y4acTky (OKaNIbHON KOPKOBOJ JVUCIUIASUIU CO
cHIDKeHHBIM uncnoM 'AMKepriyeckux HepOHOB M XapaKTepU3YIOTCA MOTepeit
KJIACCUYeCKOI! 6-CIIOIHOI IIUTOAPXUTEKTYPbI KOPBI Mo3ra. TyOepbl eIHIYHbIe MIN
MHO>XECTBEHHBIE, Pa3MepOM OT HECKO/IBKIIX MM IO HECKOIBKIX CM, PACIIO/IATal0TCA
HaJ| OJTHOJT M/IM HeCKO/IbKMMI IIpuIeraolumMu 6oposgamu. B 54% ciydaes Ty6epst
Kanbiyduumposansl. CyliecTByeT Tonorpaduieckas cBsA3b MeXAy HammuyeM ¢o-
Kyca Ha 99T n Ty6epom, BbLaBaeHHbIM Ipyt MPT. DmmenTiyeckyie IpyCTyIIbl MO-
TyT UCXOMUTD Y3 HOPMA/IbHON KOPBI, OKpY>XKalolliell TyOep, KOTopas sB/IAETCA 30-
HOII «11epeBO30Y>KIEHHBIX» HEIIPOHOB. TyOep MOXKeT ObITh U HEAMUIEIITOT€HHBIM.

Cyb6anenpumanpusie y3nsl (COY) - MHOXXeCTBeHHbIe, pasMepoM 2-10 mm,
JIOKa/IU3YIOTCS B CTEHKAaX OOKOBBIX JKEMYHLOYKOB, YACTUYHO WIN ITOTHOCTHIO
Kanpiuduiuposansl. CyllecTByeT IpsMas 3aBUCUMOCTb MEX[IY TDKECTHIO
smmnencuy npu TC u 4ncnom KopKoBbIX Tybepcos u COV.

PapyanbHble MUIPaLlIOHHBIE TPAKTBL, T. €. IOpaXKeHue 0eIoro BelljecTBa ro-
JIOBHOT'O MO3T4, IIPefCTaB/IAIOT COOOI IPYIIILI TeTepOTONNYeCKIX K/IACTePHBIX
KJIETOK, COEMHSIOT 3IEHANMY CTEHOK >KEeTy[OUYKOB U TYOepsl, SAB/ISIOTCS 9I1-
JIEITOTeHHBIMY 30HAMI.

CybameHpuManpHas TMTaHTOKIeTOuHas actpouuroma (COTA) mpencrasms-
eT co00J1 MeIEHHOPACTYIYI0 IJIMOHePOHATIbHYIO OIYXOJ/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 omyxosu CBsI3aH C PUCKOM PasBUTIS OCTPOIL rupporedani.
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COTA vaute HabmogaoTcst 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 mporpeccupymomeMy yBeInIeHnIo
pasMepoB GOKOBBIX >KETYJOUKOB ¥ IIOBBIIIEHIIO BHY TPUYEPEIIHOTO AAB/ICHIS.

CumnroMarndeckas ammierncus Habmopaerca y 92% 6onpabix TC. Y 63%
OOJbHBIX SMIIENITUYECKUE IIPUCTYIIBI MOAB/AIOTCA HAa HEPBOM TOAY KM3HIUL.
Tume! cymopor BKIOYaoT: NH(AHTUIbHbIE CrIa3Mbl (38% OObHBIX), OKaNTbHbIE
npuctynsl. Y 1/3 ManyueHToB CyLOpOru pe3ViCTeHTHBL K [IPOTHBOAMIIENTIYe-
ckoit Tepammu. Y 30% 60/IbHBIX BBIAB/ISIETCS ITTyOOKasi yMCTBEHHAsI OTCTA/IOCTb.
Hapymurenns nosenenus y 6ompabix ¢ TC mpefcTaBIeHbl ayTU3MOM, arpeccuer.
ayToarpeccreil, F’MIepaKTUBHOCTDIO, OMMCAHBI HAPYLICHUS CHA.

Koxxuble nsmenennsa npu TC mpefcTaBIeHbl TUIIOMUIMEHTHBIMH IIATHAMI,
aHrmoubpoMamMu uIa, YIYaCTKaMM «IIArPeHEeBOl KOXKI», OKOTIOHOITEBBIMI
dbubpomamu, Grbpo3HBIMHU OIALIKAMMU, OETBIMU IPATSIMU BOTIOC.

[urnonurMeHTHbIE ISITHA SIB/IIIOTCS OGHUM M3 Hambosee YacThIX KOXKHBIX
npossiaernit TC (90% ). MoryT o6Hapy»XMBaThCs C POXKIEHUA U ABILAITCA
OfIHVM U3 IepPBBIX MaHM(ECTHDBIX IPU3HAKOB 3a6/10/1eBaHmsA. C BO3pacTOM Ha-
OmrojaeTcs TEHACHLNMA K YBEMIMYEHNIO UX YMCAa. YMC/IO TUIIONUIMEHTHBIX IIsI-
TeH Bapbupyet oT 3-4 fo 100 u 6onee. Hanbonee xapakrepHas gopma msaTHa
—OBa/IbHAs, [IOXOXKasl Ha JIUCT siceHsi. Pasmepsl Bapbupyor ot 1 5o 12 cm. Pexe
BCTPEYAETCsI MHOKECTBO MEJIKUX IISITEH I10 TUITY «KOH(eTTm». OmmcaHbl TaKxKe
INUTMEHTHBIE IIATHA IBeTa «kode ¢ MoIokoM» (16% cirydaes).

Anrno¢ubpomsl nmuia (47-90%) BcTpedaloTcs y feTeit crapiie 5 jeT, Ipef-
CTaBJAIOT cOOOI Mamynel 1-4 MM B AMaMeTpe C ITIAIKOI MOBEPXHOCTBIO PO30-
BOTO MJIY KPAcCHOTO IIBeTa, PacIoNaraommecs CMMMETPUYHO Ha IIleKaxX, HOCY U
HOA60POJIKe 10 THUITY «KPbIIbeB 6a60UKI».

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

®ubposuble 6k (20-40% crydaes) HOSBILAIOTCSA Ha EPBOM TOAY )KU3HU
U ABJIAIOTCA OJHUM U3 IEPBBIX NIPM3HAKOB 3abomeBanys. PubposHble OMAMIKU
IIepOXOBaTble Ha OLIYIb, BBICTYIAIOT HaJl OKPY XKAIOIell KOXKell, Jallle JIOKaIu-
3yI0TCS Ha /10y, MHOT/Ia Ha BOIOCYICTON 9acT!U T'OJIOBBIL.

Oxomnonorressle ¢pubpomsl (17-52% ) mpepcTaBsioT cob0It TYCKIbIE, Kpac-
Hble WM MsCHOTO IjBeTa HAIly/Ibl MM Y3€JIKH, PacTyIile OT HOITeBOTO JIOXa
VIV BOKPYT HOTTeBOI IacTUHKY. OOBIYHO MOSBIAIOTCSA HAa BTOPOM JleCSATUIIE-
TUIM SKVI3HY, Yallle Ha HOTaX, 60jlee XapaKTePHbI LA XKEHIINH.

Msrkne Gubpomsl (30% 6ONMBHBIX) — 3TO MHOXKECTBEHHbBIE UV €[MHIYHbIE
MSITKIIe 06pa30BaHMsI Ha HOXKKAX, MEIIOTIATON (pOPMBI, pacTyliye Ha IIee, Ty-
JIOBHII[E, KOHEYHOCTSIX.

[Mopakenne ceppua mpu TC mpencraBneHo pabmomMmoMaMyu — OMyXOJTe-
BUJHBIMM OOpa3sOBaHMAMM, BOSHMKAIOIIVMY 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 BUIE €JTHUYHOTO Y3/Ia VI MHOXe-
CTBeHHbIMIU (45-92% cry4aeB). OIyXo/um pacronaraloTcs B >KeMyJouKax, Jalie B
JIEBOM, 4eM B IIPABOM, MEXKETYJOYKOBOI IeperopoaKe, ManuIAPHBIX MbIII-
nax. KimHndeckne cuMmtoMsr pabnoMioM y ieTelt pasinyaoTcst B 3aBUCHMOCTHI
OT BO3pacTa, OTHOCUTENIbHBIX Pa3MepOB I JIOKaIu3anuy oryxoan. OCHOBHBIMU
CYMIITOMAaMIU SIB/IA€TCA CepledHas HeloCTaTOYHOCTb, IIpeficepHbIE U JKeMyH04-
KOBBIE apUTMMUY, OIOKabI CepPALIa, IIYMBbI, TUAPOIePUKap, KapAUOMeTramusi.

[TopakeH1e OopraHa 3peHNUs MPeNCTaBIeHO raMapToMaMn. Y GONBIIMHCTBA
60JIbHBIX TAMapTOMBI CYLILeCTBYIOT 6€CCUMIITOMHO U He IIpeTepIIeBaloT M3MeHe-
HUII B TeYeHVe XU3HY OOIbHOTO MJIN IIOCTEIIEHHO PerpecCupyoT.

ITaTomorus moyex saHMMAET TPEThe IO YaCTOTE MECTO CPENY KIMHUYECKUX
npossnenuit TC u npefcTaBieHa aHTMOMUOIUIIOMAMY U KMCTaMM IO4YeK. AH-
THOMMOMUIIOMBI — Hambornee yacroe nposienenne TC (80% maunenTos). Oc-
JIOKHEHVAMM aHTVOMMONIIOM TIOY€EK ABMATCA TeMaTypus M KPOBOTEYEHMA.
Kucrpl moyek obHapyxusaTcsa y 20% MyxuuH 1 9% sxenmus ¢ TC. Ila-
TOJIOTUA IIOYEK, KaK IPaBWIO, IPOrpeccupyeT U MPUBOIUT K (HOPMIPOBAHIIO
XPOHMYECKOI TIOYEYHOI HEJOCTATOYHOCTH.

[TopaxkeHne JIeTKUX MpeACTaBIeHo MMMpaHruonerioMmuomarosoM (JIAM),
KOTOpBINT 06HapyxmBaercsa y 30-40% OGONbHBIX. B 3aBMCMMOCTHM OT CTelleHU
BBIPQ)XEHHOCTH M PAaCHpPOCTPAaHEHHOCTH 3a060/IeBaHMA MaKpPOCKOIIMYECKHe 13-
MEHEHV BapbyPYIOT OT eUHWYHBIX KIUCT 1O UPPY3HBIX KMCTO3HBIX VI3MEHe-
HUIT ¢ 06€eMX CTOPOH OT BepXyIleK A0 OCHOBAHMIT JeTKUX. JIAM IposIBIISIOTCS
IIPOrPeCCUPYIOIEN OFBIIIKONM, IOBTOPHBIMM ITHEBMOTOPAKCaMy, HAKOIIEHMEM
XIJIE3HOTO BBIIIOTA B IIOJIOCTY IIJIEBPHI U PEIKUMU 3M304aMI KPOBOXapKaHbs.

Ta6mmua 5. Bo3pacTt 60bHBIX K IEPUOTY
maHudecramuu cumnromos TC.

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

[Tepunaranp- |Cy6smeHauManbHble y37Ibl, OYXOIU MO3Ta, MHOXKECTBEHHbIE
HBIIT IEpNOf, | KUCTBI TI04eK, GrbposHbIe OIsIIKY Ha 10y

ITepron HOBO- | DOKaTbHBIE SMVIENITUYECKIE TPUCTYIIBI ¢/6e3 BTOPUIHOI
POXJIEHHOCTH | reHepanu3alym

o 1 roma WudautunpHble cia3mel, ¢-M Becta, rumonmrmMeHTHbIe ISITHA Ha
KOJKe, 3afIepyKKa IICMXOMOTOPHOTO Pa3BUTHSA, TAMAPTOMBI CETYATKY

Ho 5 ner C-M JleHoKca- [acTo, ayTi3M, TPYAHOCTH C 0OydeHueM, aHT1-
obubpoMbI uira

6-12 et YMcTBeHHas1 OTCTAIOCTD, TsKenoe TeueHue anuerncum, CIY,
C3ITA

Bspocnble HopmanpHblil MHTeIEKT (P OTCYTCTBUM SIMIENICHN),

AHTMMOMMOJINIIOMBI ITOYEK, HAM, OKOJIOHOI'TEBbIEC (1)I/I6pOMbI
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Ho 2012 roma neuenne TC HOCMIO cMMOTOMATH4Yeckuil xapakrep. B 2012
rofly 6bII 3aperMCTPUPOBAH IIpeapaT 9BeponuMyc (Toprosoe HasBaHue adu-
HUTOP), KOTOPBIIT BIMsAET Ha OCHOBHOE 3BeHO IaToreHesa mpu TC (aBmgercs
uHruburopoM curnanpHoro nyt mI'OR) u ymenbinaer poct onyxoneit 8 [THC
n noukax. [Tpemapar Takke CIIOCOOCTBYeT YMEHBIICHUIO YVC/IA SIVJICIITIYe-
CKJIX IIPUCTYIIOB U CHIDKAET CTEIeHb BRIPAKEHHOCTY aHIMo(uOpoM nuia.

OBeponmMMyc HasHayaeTcs manyeHTaM ¢ COT'A, y KOTOPbIX HEBO3MOYKHO IIPO-
BeJleHIe HelfPpOXMPYPIIUYecKOro IeYEHNUs M/ OHO COIPSKEHO C GOTIBIINM PUCKOM.
HasHavenmne sBepommMyca mokasaHo 6ombHbIM ¢ TC B Bo3pacTe crapiie 3 JieT, uMe-
toryM COI'A, ecmt MMEIOTCS IPOTUBOIOKA3aHYIS K XVPYPIUYeCKOMY JIeUeHMIO:

1. IpOTMBOIIOKA3aHa aHECTe3VA VIM CaMO XVPYPrudecKoe BMEIIaTe/IbCTBO,

2. HeBO3MOXKHO pajiyIKaJIbHOE yIaJIeHle OIyXOJIL,

3. MMeeTCs aTMNNYHAs JIOKAIM3ALUS MIN 0c000e PACIIONOKeHNE OIIyXO0-

7M1, KOTZIa OTlepanyia MOXKeT IIPUBECTU K OC/IOXKHEHMAM,

4. OTMeYaeTCs arpecCHBHBI POCT OIMYXONM WIM BO30OHOBIIEHME POCTa

OITyXOJIM ITOCTIE YyKe IIPOBEeIEeHHOI pe3eKIn,

5. MMeeTcs OTKa3 OT IIPOBEEHIIS Ollepaliyi.

OBepoMMYC SB/IAETCS AKTUBHBIM MHIMOUTOPOM POCTa ¥ Mpojvdepanun
OITyXOJIEBBIX KJIETOK, SHJOTENMANbHBIX KIE€TOK, GpuOPOOIACTOB U I/IaKOMBI-
IIEYHBIX KIETOK KPOBEHOCHBIX cocyfioB. OH yMeHblraeT o6bemM COT'A mapai-
JIETIBHO C YMeHbIIIeHVeM 00'beMa aHTMOMIOIUIIOM ITOYeK 11 aHrMoGUOpOM JTuIia.
Adunnrop (3BeponumMyc) B HacTosLee BpeMs BBITyCcKaeTcs B popMe TabIeToK
110 2, 5, 5 1 10 Mr, a TaK>Ke JUCIeprupyeMbiX TaOIeTOK.

AduHuTOp CrIegyeT Ha3HAYaTh BHYTPb 1 pa3 B CYTKU B OFHO M TOXKE BpeMs
Ka>K[BI HeHb /m1bo ¢ mumeit wim 6e3 Heé. TabmeTku apuuuTOpa CrIefyeT 3a-
IYBaTh CTAKaHOM BOJDbI, ¥ He C/IeyeT pa3)KeBbIBaTb MM pasnaMbiBaTh. OnTH-
MajibHas MPOJIO/KUTEIbHOCTD JIeUeHNs 9BEpONMMYCOM NTOKA He YCTaHOBJIEHA.
B HacrosIee BpeMsA PEeKOMEHAYeTCA MPOJO/DKATh HEIPePhIBHYIO TepaIuio 10
coxpaHeHVs 3¢ deKTa W pa3BUTVA HeIPUEeMIEMOI TOKCUYHOCTI.

Hacnencrsennslie 6onesnu o6MeHa BelecTs

Ocoboe MeCTO cpeny MOHOTEHHBIX 3a00/IeBaHMIT 3aHMMAIOT HACTIENCTBEH-
Hble 60mesHu obMmeHa Bemtects (HBO). O1u 3a6oneBaHus 06yC/IOBIeHbI MyTa-
IVAMM B TeHaX, KOAMPYIOLIMX Yallje BCero pepMeHTBI, peXke - TPaHCIOPTHBIE U
curHanpHble 6enkn. B Hactosiiee Bpemst onmcano 6ormee 500 HO30/IOTMYECKUX
¢opm. Cymmapnas gacrora HBO cocrasmsier  1:3000-5000 HOBOPOXXAEHHBIX.
Hamnbomee wacTo BCTpedaeTCsi ayTOCOMHO-PELIeCCHBHBIN TUII HAaCTI€HOBAHUL.
ITpu guarHocTuKe GMOXMMIYIECKIIe MapKephl 3a00/1eBaHIs B JECATKY Pas OT/IU-
YaIOTCsl OT HOPMBI. [IJ1s1 3TOVI IPYIIIBI 3a00/IeBaHIIT CYLECTBYET BO3MOXXHOCTD
MeTabOoNMMIeCKO KOPPEKIUNL.

K nmpmsnakaym, mosBossiomuM 3anopo3putb HbO, MoxxHO oTHecTH:

1. Hanmume «CBETIOrO IPOMEXYTKa»

2.  CHUMIITTOMOKOMIITIEKC «BSITOTO pebeHKa»

3.  MbplmeyHass TUIIOTOHMS, CMEHSIONIASCSA MBILIEYHOM AUCTOHMEN U CIIa-

CTUYHOCTDBIO Ha 1-2 ropy XusHu
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4. CHIDKeHUe CyXOXIIbHBIX pepieKcoB

5. HeonaranbHble cyfoporn

6. TpymHOCTM BCKapM/IMBAHUA: HapylLIeHVe COCAaHNUA 1 IIOTaHUA

7. Hapyuienns fpIxaHMs: allHO9, TAXUITHO3

8. YBenmuueHue Ie4eHN U CeNe3eHKNU

9. AHOpekcus, pBOTa, Iy10Xas npubaBKa B Bece

Ta6muua 6. Bospact MaHupecTanuy pasTMIHbIX KTaCCOB
HaCIeICTBEHHBIX 00/Ie3Hell 00MeHa BellecTs.
Knaccet HBO\Bo3pacT ma- Heonaranb- | Herckuii Bo3- | IOHomecknii
Hudbecraun HBIII IIEPHOJ, pacT BO3PAcT
OpraHnyeckue anugypun ++++ +- (oTHenbHBIE _
K/IMHUYeCKe
dbopmbi)

JedekTsl {MKIa MOYEBIHBDI ++++ + -
Jlejinuuo3 ++++ ++ -
[MneprmmiyHeMus HeKeTo- ++++ _ _
TUYECKast
Jpyrue aMmnHoOAMAOTIATIN ++++ + -
Hapymenusa MUTOX0H- + ++++ (paHHUI _
APMAIBHOTO [3-OKUC/IEHNs IeTCKUIL BO3-
SKMPHBIX KUCJIOT pacr)
MuroxoHgpuanbHble 60- ++ ++++ ++
JIe3HN
JInzocoMHble 60Ie3HN Ha- _ ++++ +
KOIIJIEH V5T
Hapymenus yriesogHoro ++ +++ _
obMeHa
JedexTsr o6MeHa IypHHOB _ + _
Y IPYMUIVHOB
ITepoxcucoMHbIe 6071€3HN ++ ++++ +

MuroxoHapuanbHble 60Te3HN

Mutoxonppuanbhble 6onesnn (MDB) — 3To reTeporeHHas TpyIna Hacref-
CTBEHHBIX O07Ie3Hell, 00YC/IOB/IeHHAsA HapYyIIeHNAMM B IbIXaTeTbHO el MI-
ToxoHApuii. CyMMapHas JacTOTa MUTOXOHJPHANTbHBIX 60TIe3Hel COCTaB/IAeT OT
1:5000-1:10000. BrepBble MUTOXOHApIATbHAS IATONIOTYs ObLIA OMICaHa B 1962
ropy Luft ¢ xorteramu. Hanbomee pacipocTpaHeHHBIMY TUITAMU HaCTIeOBAHNUS
MB ABnAITCA MUTOXOH/IPMATIbHBIN U @y TOCOMHO-PELleCCUBHBIN, B TOXKE BpeMs
OIMCAHbI Ay TOCOMHO-/IOMVHAHTHBII 1 X-CLIeT/IEHHbIN TUIIbI HAC/IeJOBAHNA.

Ormmcansl cienmdudeckne 9epTel MB, KOTOpbIe XapaKTepHbI TOMBKO I 3TOM
rpymsl 3aboneBanuil. Bo-nepbix, ckopocts MyTtanuit MTJHK B 10 pa3s npesbl-
mIaeT CKOpocth Mytauuit B spepHoit JHK, 4To 06BsICHSET BBICOKYIO 4acTOTY
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9TOII rpyIIbl 3ab0neBanmit. Bo-BTopsIx, At Mb xapakTepeH MIMpPOKUit BHYTPH-
CeMeJHbII MonMMMOp¢N3M, BKITIOYAIOLINII IPOSIB/IEHNsI 3a00/IeBaHNs OT JIETKMX
IO TsDKeNMBbIX GOpPM B paMKaX OIHOJ ceMbl. B JaHHOM ciydae BHYTpMCEMEHBII
nomuMopduaM 6ymeT 00YC/IOB/IeH MPOLIEHTOM MYTaHTHOU MUTOXOHJIpUAIbHON
JHK (m1JHK) B TKanax. Ilockonbky, npyu Mb B 0fiHOI K/IeTKe MM TKaHU MOTYT
OIHOBPEMEHHO IIPUCYTCTBOBATb HOPMaJIbHbIe I MyTaHTHbIe MoyeKynbl MTJHK
(dpenomen rereporrmasmun). Kpome toro, mpu Mb B ofHOIT cemMbe MOTYT OBITD BBI-
sIBTIEHBI OOTIbHBIE C MMOPAXKEHMEM PAa3HBIX OPTaHOB ¥ CHUCTEM, YTO OOBSCHIETCS
HepaBHOMEPHBIM pacIipefienieHyieM MyTaHTHOI MT/IHK B pasnyHbIX TKaHAX.

Done3nu npIXaTelbHON LielM MMUTOXOH[PUII OOYCTIOB/IEHBl HapyLIeHUSAMU
TN (pepMEHTHBIX KOMIUIEKCOB IbIXaTe/IbHON L[elyi MUTOXOH/JPMUIl, KOTOpbIe
00eCreYnBaOT 3aK/TI0OYNTETbHBII 9TAIl KJIETOYHOTO [bIxaHusa u cuHTe3 ATO.

Knaccudukaunms MB BkmodaeT 3abormeBaHMs, BbI3BaHHblE MyTalMAMU
mtJHK, kotopsie moppaspensioTr Ha ToukoBbele MyTtanuy (cuugpomsl LHON,
NARP, JIu, MERRE, MELAS, MMC) u kpynsble nepectpoiiku (cunpgpomst KSS,
CPEO, Inpcona), a TaxKe 3a60meBaHus, 00yCIOBIeHHbIE MY TAIVIAMY AflePHOI
JHK, BKmroYarommumMy MyTaliuu TeHOB, KOAMPYIUX KOMIIIEKCBI JbIXaTeTbHO
e MUTOXOHAPUIL u Genku, HeoO6xoxmuMble it ux coopku (cuuApoM JIn) u
MYTaLUM AEPHbIX T'eHOB, Bbi3piBatouux Myrauny B MTIHK (curgpom CPEO/
CPEO+, 60mme3up Anbrepca).

JIuarHoctka MDB OCHOBBIBaeTCSI Ha OIpeNe/eHNy OKMCIUTENbHO-BOCCTa-
HOBUTE/NBHOIO CTaTyca KIeTKM, MOP(OIOrnIeckoM MUCCIefoBaHMy OuoITaTa
mbim 1 pesynbratax JHK-guarnoctuxn. ViccmenoBanme OKMCIUTETbHO-BOCCTA-
HOBUTE/IbHOTO CTAaTyca K/IEeTKY BK/IIOYAeT OIpefie/ieHyie KOHIIeHT ALy IaKTaTa,
IMPYBaTa 1 KETOHOBBIX TeJI B KPOBH IO U ITOC/Ie IINIIIEBOJ HATPY3KY MY HATPY3KI
IJIIOKO3011, 8 TaK)XKe OIpefeneHne KoHuentpayn nakrara 8 LJCK. Mopdonornu-
YecKoe JICCTIeloBaHye OMOITaTa MBI BKIOYaeT TVCTOXVMUYECKOE OIpeferie-
Hue (pepMEeHTOB 1 X aKTUBHOCTH, BBLSIB/IEHNE «PBAHBIX KPACHBIX BOTIOKOH».

Cunppowm Jles (6oresns JIu, mogocTpas HEKPOTUSUPYIOLNAS
sH1epanoMuenonaT)

Cunppom Jles - camoe dactoe 3aboJieBaHye 13 TPYIIIbI MUTOXOH/PUATbHBIX
6oresHell, MaHU(eCTUPYIOlee B pAHHEM JIETCKOM BO3pacTe, XapaKTepu3yIolle-
ecsl POrpecCUPYINIIMI HEBPOTOIMYECKIMI PAacCTPONCTBaMI. 3aboreBaHye
Ype3BBIYAIIHO TeHETNYECKY TeTePOreHHOe, TaK KaK K 3a00/IeBAHNUI0 MOTYT Y-
BOJIUTb, [T0 MEHbIIIEI Mepe, MyTauuu 15 pasandHbIX reHOB. BriepBoie 3a6omneBa-
HIe OMMCAHO B 1951 rofy COBpeMeHHbIM aHIIUIICKUM HaToMopdoorom Denis
Leigh. Tun HacnegoBaHMs MUTOXOHIPUAIBHBII MY 2y TOCOMHO-PelleCCUBHBIIL.

Bospact fe61oTa 3a60meBaHys dalle BapbipyeT OT 1 10 5 /IeT, HO BO3MOXKHO
Hayaso 3a60/IeBaHMA 1 B IIOIPOCTKOBOM BO3pacTe. 3a00eBaHII0 MOTYT Ipes-
IIeCTBOBATb BAKUVMHALVA VIV UHTepKyppeHTHble MHpexnyum. [lepsble mpu-
3HAKM 3a007IeBaHVs], BOSHUKAIOLINE B MIaJ€HIECTBE, OOBIYHO IPeICTaBICHBI
HapyLIeHNAMY BCKapM/IMBaHMA: IIJIOXUMM COCaHMEM, PBOTOM, OTKAa30M OT €fibl,
nucarmeit, auapeert, 4To IPUBOAKT K IZIOXOMY HabOPY Beca U 3afiep>KKe poCTa.
Y 60/IbHBIX ONMMCAHBI COHNMBOCTD W/IM IIOBBILIEHHas Bo36yaumocTs. Cygoporn
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MOTYT OBIT OZHIM 13 [TEPBBIX CUMIITOMOB 3a6071eBaHms1. B Hauase 3a6omeBanms
OHMI MIMEIOT IIPeMMYIIeCTBEHHO MIOK/IOHNYECKIIT XapaKTep, 3aTeM Pa3BUBAIOT-
s TeHepalTN30BaHHbIe SIS TIYeCKIe IPUCTYIbL. 3aTeM HOSABIIAETCA Perpecc
IICUXOMOTOPHOIO Pa3BUTHsI, MbILIEYHasl TMIOTOHNS, AVMCTOHUS, Xopendopm-
Hble TUIIEPKIHESBI, ATAKCUsI, OKY/IOMOTOpPHbIe aHOMamu (o¢Tanpmonapes, Hit-
CTarMm), SIM30/bI AIHOI U TaxUnHo3. KimHuueckue cumntoMsl bonesun Jles
BKJ/IIOYAIOT aTpOQUI0 3pUTEIbHBIX HEPBOB, Oyn1bbapHble HapyuieHnsa. OmicaHbl
MsTKre (GOpMBI 3a00/IeBaHNs, MPOTEKAoIINe C 3afIepXKKOIl ICUXOMOTOPHOTO
paseutys. TedeHne 3a60meBaHNsA BapMabUIbHO. DIMU30MbI KIMHIYECKOTO YXYA-
IIEHVIsI MOTYT 4YePefoBaThCsl C AMM30HAMI KOPOTKO BPEMEHHOTO YIyYIIeHVSI.
IIpu BOB/IeYeHNN B IpoLecC mepudepriecKoil HEPBHOI CUCTEMBI OTMEYAeTCsI
arpodus MblILL, apedeKcus, meprepraecKas HelipomaTusL.

IIpn MPT ronoBHOro Mosra HaXxofAT CUMMeTpPUYHblE M3MEHEHUA B IIOf-
KOPKOBBIX 00pa30BaHMsAX TOJIOBHOTO MO3I'a, MOCTE, IIPOJO/ITOBATOM I CIIMHHOM
MO3Te, BO3MOXKHO ITOpakeHMe 6e10To BelllecTa MOMyIIapuii ¢ GopMupoBaHueM
kucrt. [Ipy SHMI BBIABAAIOT IpU3HAKM JJeMUENVHU3ALUN.

Jl1arHo3 mOATBEPXK/JAETCSI MOTIEKY/ISIPHO-T€HeTUIECKUMI MCCIeOBAHNMM
SII€PHBIX M MUTOXOH/[pUa/IbHBIX TeHOB. Crienuduaeckoro nedeHns He paspado-
taHo. IIpoBofuTCst MeTabonuyecKast ¥ CUMIITOMATHYeCKas Teparlusl.

MeTtaxpomaTudeckas r1eiKognucrpodus

Meraxpomarudeckas nerikopuctpodus (MXJI) — HacrencTBeHHOE 3aborte-
BaHIe, OTHOCSAIIIeeCs: K TPYIIIe TM30COMHBIX 60/Ie3Hel HaKOIUIEHWsI C IPOrpec-
CUDPYIOIIMM HeNpOJereHepaTuBHbIM TedeHneM. MXJI 6bpUIa ommca”a B 1933 r.
Greenfield. 9To ofHa U3 caMbIX YaCTHIX TEMKOFUCTPOGUIL: YacTOTa 3a60/IEBaHNS
cocrasszeT 1:40000. O6a moma HOpaXkarTCsi C OFMHAKOBOJ 4acTOTON. Beimerns-
I0T 4 TuIa 3ab0MeBaHMA B 3aBUCYMOCTY OT Bo3pacTa MaHMeCcTalyu: HO3THMI
I/IH(i)aHTI/I}'IbeIIZ, PpaHHUII IOBEHW/IbHBIN, TIO3HMI IOBEHV/IbHBIN V1 B3POCIIbIIA.

KimHuvecKre mpusHaKy MeTaxpOMATUIeCKOIl JIefKopucTpodun o6ycmiose-
HbI IepULINTOM M30COMHOTO (hepMeHTa apUICynIbgaTassl A, TeH KOTOPbIIT Kap-
TMPOBAH Ha IIMHHOM ITede 22 XpoMocoMsl (22q13.31). HekoTopbie marjieHTsI ¢
9TMM 3a00/IeBaHMEM MMEIOT HOPMA/IbHbIN YPOBEeHb apuicynbdarassl A. B aTom
cnydae KayHmdeckye mpusHakyu MXJI cBsi3aHBI ¢ HEOCTATOYHOCTDIO OeNKa-aK-
THMBATOpA - Callo3MHa B, KOTOpBIil BOB/IeYeH B pacnaf cynbdaTtunos. Oba 6yoxu-
MIYeCKIX fiepeKTa IPUBOMAT K HaPYIICHUIO OTIIeIVIeHN Cy/Ibdara oT Lepe6po-
3uyCynb(aToB B KIeTKax 6e/I0ro BelecTBa FOIOBHOTO MO3Ta 1 IepuepuiecKmx
HEpPBOB I B pe3y/IbTaTe - K HAKOIUICHUIO CYIb(GATNUOB B TKAHAX HEBPAILHOTO U
HEeHeBPa/IbHOTO ITPOMCXOK/AEHN A, TAKMX KaK MMOYKY 1 SKeTIHBII MY3bIPh.

ITpyu rUCTONMOrNYeCKOM MCCIIESOBAHMY TKaHell OOHAPY>KMBAIOT MeTaxpoMa-
TUYeCKMe TPaHyIbl. BHyTpUIN30COMHOE HaKOIUIEHNE JTUIN/IOB BBI3bIBA€T I'M-
6e/1b HEIIPOHOB ¥ I/IMA/IBHBIX KIIETOK.

Bce Tunbr MXJI mpoTeKaroT ¢ IpOrpecCHpyolyM yXy LIeHieM MOTOPHOM 1
HeIPOKOTHUTUBHOI QYHKIWIL. PasmaHble TUITHI 3a060/1eBaHMA TEPEKPIBAIOTCS TI0
K/IMHMYECKOI KapTuHe. 3aboseBaHme ObICTPO MIPOrpeccupyeT y MOTIOABIX HaljieH-
TOB 11 607Iee MeJIIEHHO TedeT BO B3pOcIioM BospacTe. Cy[oporu MOTyT BCTPeYaThCs
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npu mo6oit popme MXJI 1 MOTYT OBITH TIEPBBIM KIMHUYECKIM CUMIITOMOM 3260-
nesanys1. Camoit gyactoit popmoit MXJI siBrsietcs mospusist nHdanTunbHas popma.
Y maiueHToB ¢ no3aHel NHQaHTUIbHOI (opMoli 3aboeBaHye MaHUpECTH-
PYyeT B Bo3pacTe OT 6 MecsLeB 10 4 1eT HapyIleHIeM IIOXOKM, PErPeccoM Mo-
TOPHOTO Pa3BUTYsI, ATPODUEN JUCKOB 3PUTENbHBIX HEPBOB 1 CHIDKEHUEM ITIy-
OOKMX CYXOXXM/IBHBIX peIeKCOB, MBIIIEYHOI ITUIOTOHNUENL. 3aTeM Pa3BUBACTCS
HIYDKHSISL CIIACTUYeCKast JUIIIET s, aTaKCKs, @ T03XKe CIACTUIeCKMI TeTpamnapes.
IToTepst MOTOPHOII ¥ KOTHUTUBHOI QYHKIIMIT IIPOMCXOAUT OBICTPO ¥ CMEPTD Ha-
CTyIIaeT B Te4eHNe 5 JIeT HocIe MaHupeCcTaluy KIMHNYECKIX CUMITOMOB.

Y 607pHBIX C paHHeN 0BeHnIbHON dopmoit 3aboneBanus (4-6 ner) 3abo-
NeBaHNe MaHU(ECTUPYET PErPeCcCOM MOTOPHBIX HABBIKOB, O0/Iee OUeBMIHBIMI
CTAQHOBSTCS HAPYIIEHNS ITOXOKY, aTAKCUsI, TUIOPeIeKCIs CMEHsIeTCsT TAIIep-
pedriekcreit, cygoporamu, CHIKeHIeM KOTHUTMBHOI (yHKuny. 3aboneBaHue
IpOrpeccupyeT MeijeHHee, YeM IpU Mo3JHell NH(aHTUIbHOI GopMe, CMePTh
HacTymaeT d4epes 10-15 yeT mocie MaHudecranuy 3aboneBanus, 60IbHbIE peli-
KO focturaloT 20-7eTHEero Bo3pacTa. XapaKTePHbI OCTpPble XOMEIUCTUTHI, TaH-
KPEaTHUThI, KPOBOTEUEHsI 13 JKEeTyLOIHO-KUIIIETHOTO TPAKTA.

IMospuas oBeHMIbHAA (6-16 1eT) 1 B3pociass GopMbl MaHUpECTUPYET Ha-
PYLICHUAMM MTOBEIEHMN ¥ CHIDKEHMEM KOTHUTUBHOI (QYHKLMY, IJIOXOI ycIie-
BaeMOCTBIO B LIKOJIE M MpobaeMaMu Ha pabore. 3aTeM BO3SHUKAIOT HaPYIIEHUs
MoTopHoit GyHKIuM. IloBeneHdeckue Mpo6IeMbl MOTYT OMIMOOYHO PaCIieHN-
BaThbCsI KaK [e0I0T ICuxmaTpuieckux 3aboneBannit. I1anyeHTsl ¢ IO3HElT I0Be-
HIWIbHOI (OPMOII YacTO MOXVBAIOT O B3pOCIOro Bo3dpacTa. IIpm B3pocibix
(dbopMax ommcaHbl [UCTOHNUS U XOPEUPOPMHBIE [[BIDKEHISL.

Ta6muua 7. Knuumdeckue mpusHaky pasnmaHbix popm
MeTaxpoMaTu4ecKoil TeiiKopucTpodum.

Knuunyeckuit mpusHak/ TTO3/THSIS MH- paHHssA TIO3MTHSS

dbopma dauTmipHast | OBeHWIbHAA | HOBEHWIbHAS
dbopma dbopma " B3pocmas

dhopmbl

Perpecc MOTOPHBIX ¥ IICHXO- + + -

peyeBbIX HABBIKOB

HapyeHns noxonxu + + +

Mplie9Has TUTOTOHS + + +-

Tpemop, TynoBMIHAS +- + +-

aTaKCysl

Cygopornu + + +

ATpodust IUCKOB 3pUTEND- + + +

HBIX HEPBOB

HemeHnus - - +

Hapyenns mosegeHns - + +

IIcuxo3bl - - +
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[Tepndepudeckas: HeilpOMaTHsL ABISAETCS BaAXXHON YePTOIl HACTIEHCTBEHHBIX
3abormeBaHMiT MeTaboMM3Ma INIINOB MUCTIHA, TAKMX KaK MeTaXpOMaTHdecKas
nesikopuctpodus u 6omesub Kpaboe. IIpn nposenenyy D9HMI BBIABIAIOT CHM-
JKeHe CKOPOCTH IIPOBeIeHNMs NMITY/Ibca 110 IepudepudeckuM HepBaM. Bsico-
KU1 ypOBeHb Oe/lKa HaxXOfAT B CIIMHO-MO3TOBOI >KugKocTu. IIpy nmpoBegeHnn
MPT oTMeuaroTcs 09aroBble M3MEHEHs 6€/I0T0 BEelecTBa.

JlvarHos MOATBEPXKAAeTCss M3MePeHMeM aKTUBHOCTY apWICyabdaTasspl B
nejikonuTax u pubdpobdracrax.

IuddepeHnyanpHbll IMarHo3 ClefyeT MPOBOAUTH ¢ OonesHbio Kpaboe,
X-crierIeHHOI afipeHoIeNKoayCcTpoduelt, ApyrumMy GopMaMy JIEKOJUCTPO-
¢uil, MHO)KeCTBEHHBIM Cy/IbgaTasHbIM AePUIUTOM, CUHAPOMOM IUMIEePaKTUB-
HOCTH C Je(pULNTOM BHUMAHMS, UIM30(pPeHNUeNL.

SddexTnBHOTO NeUeHMst 3aboneBanMs He paspaboTaHo. IlpoBognuTcs cum-
nroMarydeckas Tepamnusa. Ha cragum paspaboTkum HaxommTcsi QpepMeHT-3a-
MEeCTHUTe/IbHAsL Tepamus - Mperapar «Merasum» (pupmbl Zymenex), mpemHa-
3HAYEHHBIIT [LS JTedeHs T03Heil nHpaHTIIbHOI GopMbl 3aboneBanus. [Ipu
HO31Hel MHGaHTWIBHOI 1 I0BEHVIbHOI (popMax IPOBOAUTCA TPAHCIUIAHTALVIA
KOCTHOTO MO3I4.

Bbonesup Kpa66e

Bonesup Kpabbe (BK) - 3aboneBanye u3 rpynmbsl chUHIOTUINLO30B C ay-
TOCOMHO-PEL|eCCYBHBIM TUIIOM HaC/IeOBaHA, 00YCTIOBIEHHOE JeDUIIITOM I~
30COMHOrO (pepmeHTa ramakrosuanepamuy P -ramaxkrosupasst (GALC). B 1916
ropy R. Krabbe ommcan xinnndeckyio kapTuny 3aboseBaHms, XapaKTepusyo-
I[erocs CNACTUYHOCTDBIO, U OBICTPBIM IporpeccruposanueM. Yacrora 3abornesa-
Hust coctapysieT 1:100000. O6a mona mopakarmTcs ¢ OFMHAKOBOI YacToToil. BK
- reTeporeHHOe 3a00/eBaHNe, B OONBIINHCTBE CITyYaeB 0OYC/IOBIEHHOE MyTa-
nuAMM B reHe GALC, KOTOpbINl KapTUPOBaH Ha JJIMHHOM Iliede 14 XpOMOCOMBI
(14931.3).

GALC y4acTByeT B pacliafie TalaKTO3MILEPaMI/ia, SBJIAOIIETOC BaKHBIM
KOMIIOHEHTOM MUE/IVHA, ¥ APYTUX CPUHTOTUNIN/OB, BKIIOYast ICUX03uH. [amak-
TO3WILIEPAMIJ] COTEPKMUTCS B GO/IBIIOM KONMMYECTBE B MUEINHE, KOTOPBII CUH-
TE3UPYETCA ONUTOJEHAPOININEN M IIBAHHOBCKMMU K/IETKAMM, M IPAKTUYIECKN
OTCYTCTBYET B IPYTHX OpraHax 3a VICK/IIoYeHneM Ioyek. Hakomnienne ramakro-
3MILlepaMIfia B IM30COMAX IPUBOMUT K ITOSIBIEHNUIO T/IOOOVIHBIX K/IETOK, KOTO-
pble ABAOTCA TUcTonornmdecknm mMapkepoM BK. Tamakrosmwicounrosun (mmem-
XO3MH), KOTOPBII1 SIB/ISIETCS BBICOKOTOKCUYHBIM BEI[eCTBOM, BBI3bIBAET IUOENDb
KJIETOK ONMUTOfleHApOrny. bbicTpas ecTpyKIus OMUTOfeHIPOIIAN TPUBOAUT
K pacragy MUeNMHA U JalbHENIIeMy CHIDKEHMIO €T0 PO yKIIMH.

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

Cawmoit qacToit popmoii 3aboneBanms sIBIAETCS MHDAHTUIbHAS VITU KITACCH-
veckas Gopma, cocrasisiomas 85-90% cnydaes. Maundecraius saboneBaHms
IPOUCXONUT B Bo3pacTe 3-6 MecsleB. IlepBas cragnsa saboneBaHNA BKIIOYAET
TUIIePBO36YINMOCTD, MBIIIEYHBII TUIIEPTOHYC, TUIIEPCTE3NIO, TIOXYIO0 MpnbaB-
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Ky B Bece, PBOTY, FacTpo33odareabHblil pedIioKe, TUIIEPTEPMMIO U 3aIeP>KKY
IICUXO-MOTOPHOTO Pa3BUTHsA, CIELYIOLIYIO 3a IIEPUONOM HOPMATbHOTO pasBM-
A, Bropas cragus 3aboneBaHus BKIIOYaeT perpecc NCuXo-MOTOPHOTO pasBy-
T, TIOBBILIEHYe MBILIIEYHOTO TOHYCA, OIMCTOTOHYC, TUNeppedIeKcuio, Cyao-
poru, aTpodIo [UCKOB 3pUTENIbHBIX HEPBOB, runorpo¢uio. Ha Tperbeit cTagyum
IPOUCXOANUT MOTEPSI IPOU3BOIbHBIX ABVKEHMIT, BOSHUKAET eliepeOpariioHHas
11033, C/IENOTA, IIyX0Ta, MAIYIeHTHl NIepPeCcTaloT PearnpoBaTbh Ha BHEIIHME CTU-
MYIIBL.

[MospusAs vHpaHTUIBHAA dOpMa TedeT CXOAHO, HO MeHee 6bicTpo. ITocme
Iepyosia HOPMAAbHOTO PasBUTHUA OT 6 MeCALEB IO 3-X /IeT BOSHMKAET Pasfpa-
JKUTE/TbHOCTD, MBIIIEYHBIN TUIIEPTOHYC, aTaKCHA, 3alep>KKa IICUX0-MOTOPHOTO
PpasBUTHA, IPOrpeccUpyIolee YXyAIIEeHNE U TOTePs 3PEHMA.

KnuHndeckue mpusHaky 3a0o/eBaHMSA MY MO3LHO MaHU(ECTUPYIOMINX
¢dbopMax BKIIOYAIOT IapacTe3ny, CHYDKEHME MBIIIEYHON CUJIbI, CIaCTUYHOCTD,
aTaKCHIO, ITapesbl, 3a/IePXKKY, Jla/lee perpecc ICUXOMOTOPHOTO Pa3BUTHSA, CYH0-
poru, aTpo¢uIo AUCKOB 3pUTEIBHBIX HEPBOB, IIOTEPIO 3peHNs, CTICHIOTY.

Bospact MaHudectanuy oseHmbHoil popmbl bK Bappupyer ot 3 o 8 ner.
BosHuKaeT OBICTpBIIT IICMXOMOTOPHBIIT perpecc. Bapocmast popma manupectn-
pyeT B BO3pacTe cTaplie 8 jIeT 1 MpOsIBIAeTCA NepudeprdecKoil HellpomaTu-
eif, iepebeIApHON [UCHYHKIMEN, CIACTUYHOCTBIO M HAPYLIEHNEM KOPKOBBIX
¢bynxunit. B penknx cmyyasx saboneBaHye MaHUdeCTUPYeT ICUXNIECKIMI Ha-
pyleHyAMM. B O0NIbIIMHCTBE CIy4YaeB CMEpPTEIbHBI MCXOJ, HACTYIIAeT B Tede-
Hye 3-X JIeT noc/ie MaHu(ecTalyy KIMHIYeCKUX CYMITOMOB.

[Tpu SHMI omnmcaHo cHMKeHMe CKOPOCTH ITPOBEieHNsI MMITY/IbCa T10 IIepu-
depuuecknM HepBam.

ITpu MPT romoBHOro mMosra — HOpakeHNe MOJKOPKOBBIX CTPYKTYP, Oermo-
IO BEleCTBa MO3Ke4Ka, MMPaMUIHbIX TPAKTOB, IIOPAXKEHIE MO30/IMCTOTO Te/a.

[lyarHo3 nopTBepXK/iaeTCs ONpefe/ieHNeM aKTUBHOCTY (epMeHTa IaaKTo-
Iepe6po3u/ashl B JICMKOLUTAX KPOBY WIN KY/IbType KOKHBIX (pruOpo61acToB.

IuddepenianpHplil fUATHO3 CIEfyeT IPOBOAUTH ¢ GM2-raHINNO3U030M,
6omne3Hbio [olre, MeTaXpOMAaTHIECKOI TefKogucTpodueit, redpuuntom cHuHro-
muenvHasbl. Crenyduyeckort Tepamuu nns nedennsa BK He paspaborano. Ha
IOKIMHIYIECKOI CTafiuy 3a00/1eBaHNA IPY BCeX KIMHNIECKUX POPMax MCIONb-
3yeTcs TPAHCIUIAaHTALMA TeMOMO3TUYECKMX CTBOTOBBIX KIETOK.

Taxym 06pa3oM, Ha OCHOBaHUMY aHAMHe3a, KIMHUYECKOI KapTHBI, JaHHBIX
PONOCTIOBHOI, PE3Yy/IbTaTOB IIPOBEEHHBIX MICCIEOBAHNI, Bpad MOXKET 3aII0fl0-
3pUTb HACTEACTBEHHYIO IATONIOTUIO y pebeHKa. 3aTeM C IOMOLIbIO IINTOTeHeTH-
YeCKUX, MOJIEKY/IAAPHO-TeHeTUYECKMX VTN OMOXMMIYECKMX METOJIOB IIOCTABUTh
HpaBWIbHBI UArHO3, YTO MO3BOJUT YTOUYHWUTDH IIPOTHO3 TeUeHNs 3aboreBa-
HVS, B psfie CIy4yaeB Ha3HAUUTh CIeluduyeckoe jledeHue, ONpeNe/IUuTh IIpo-
THO3 [Ja/IbHEIIIET0 HeTOPOXKAEHNSI 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
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