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CnuHajJbHBIC

MBbIIICYHbIC aTPOPUH -

IPyIIa KIAHUYECKHA U
TEHETUYECKHU I€TEPOrCHHBIX
HacJIEeACTBEHHBIX 3a00JI€BaHUN,
BbI3BAHHBIX IIPOTPECCUPYIOIIEH
JIETCHEPALIMEN MOTOHEMPOHOB
IEPEAHUX POrOB CIIMHHOTO MO3ra.
Hauano 3a0oneBaHust BApbUPYyET
OT POXKIECHUS 10 B3POCIOrO
BO3pacra.




MATOINEHES3

[Ipu nonaBneHun cuHTe3a 6enka SMN
IIPOUCXOJISIT CICAYIONINE U3MEHCHHUS:
«HEMPaBUJILHOEY» YIIPABICHUE aKCOHAMU
PUBOJUT K UX YPE3MEPHOMY BETBJICHHUIO,
CHUYKEHUIO CKOPOCTH POCTA AaKCOHOB,
CHIKEHHIO Pa3MEPOB aKCOHOB,

KaHaJIOB B KOHYCE POCTa, JOPMUPOBAHUIO
AHOMAJIbHBIX MPECUMITATUYECKUX
TEPMUHAIEU aKCOHOB JIBUTaTEIIbHBIX
HENUPOHOB. [Ipy 3TOM B CIMHHOM MO3r€

MIPOUCXOOUT IIPOTPECCUPYIOIIAA TTOTEPS
MOTOHEHMPOHOB B IIEPEIHUX POTax
CIIMHHOT'O MO3Ta, 4TO B IIEPBYIO OUEPE/Ib
IPOSIBISIETCS aTpOPUIMU TPOKCUMAaIbHBIX
MBI KOHEYHOCTEH.
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[TamomMopgbosiocusi

OTMeyaeTcs AereHepalus CliuHaJIbHbBIX
MOTOHEUPOHOB U MEPEAHUX KOPEIIKOB,
4acTO — M B JIBUTATEIbHBIX AApax U
kopemkax V, VI, VILIX, X, XI n XII
YEPEITHbIX HEPBOB. B CKEJIETHBIX
MBIIIIaX BTOPUYHBIE
HEUPOAECTEHEPATUBHBIE U3MEHEHUA
(my4koBas aTpodus U ap).



CnuHanbHass amuompoagusi

BepoHuza-fogpgpmaHHa

(CMH. mporpeccMpylIlnasi CIMHAJbHAsA aAMHUOTPO(PHUS TE€TCKOIO
BO3pacra, 3JI0KAYeCTBEHHAss MHQPAHTWJIbHASA CHMHAJbHAsA
aMMoTpo(usi, CHUHAJIbHAA MbllnedyHass arpodpuss (CMA))
MPOSABIISIETCA  NPOTPECCUPYIOIIEN  IMOCTEIIEHHO  HAapacTarolen
Cc1a00CThIO M arpoduer MBI TYJOBHUIA M ITPOKCHUMAIbHBIX
OTHECJIOB HHUKHUX M BEPXHHUX KOHCUYHOCTEM.

AyTOCOMHO-PEIIECCUBHBIM THUII HACJEIOBaHUS C MYyTalldell reHa
Ha 5-u xpomocome (5 g 11.2-13.3), B pesyiabrare HapylIacTcs
CUHTE3 OeJKa, ITOJIJICPKUBAFOIIETO >KU3HECIIOCOOHOCTD
MOTOHEMPOHA, IPEAIOI0KUTEIILHO YYacTBYIOIIEIO B CHHTE3E

PHK.



pPaHHOK 0emcCKyr ¢hopMy U
MO30HIOIO POPMY CrUHasIbHOU
amuompoaouu




Bpo)xdeHHasi popma

CMA I muna)

B 13 cnyyaeB KiIMHAYECKas KapTUHA ,‘v
pa3BEPTHIBACTCS BHYTPUYTPOOHO ?
(BSUIOE IIEBEJICHUE TUIOJIA), B IPYTHUX
ClIy4dasx B IIEPBbIE 3 MECsIA )KU3HU
MmiagceHIa. B OOJIBIIMHCTBE CIydacB
HaOJII0IAI0TCS BSJIBIE TTAPE3bI MBIIIII]
IIPOKCUMAJIBHBIX KOHEYHOCTEU,
MBIIIICYHAsI TUIIOTOHMS, CHUYKCHUE WU {
yTpara IIyOOKHuX pedeKcoB.
Bo3HukaroT OynbOapHbIE
paccTpoucTBa. Pa3Butre cTaTudyeCcKux
1 MOTOPHBIX (PYHKIIMH PE3KO
3aMeJIJICHO.



XapakTepHbl KOCTHO-CYCTaBHBIE Jie(popMauu
(CKOJIM03, BOPOHKOOOpa3Hasi WIN «KypHUHas» TpyaHas
KJICTKA, KOHTPAaKTyphl CyCTaBOB). UacTO BBIABIISIOTCS
BpOKAEHHBIE MOPOKH  pa3BUTHsA  (ruapouedanus,
KPUIITOPXHU3M, T€MAaHTMOMa, JUCIIIAa3us Ta300€APECHHBIX
CyCTaBOB,  KOCOJIAIIOCTh).  3a0o0JicBaHHME  OBICTPO
IPOTrPECCUPYET, IJIABHBIMU OpUYMHAMHA  CMEPTHU
OOJIBHBIX JE€TEeH SBJSICTCS HapacTarolas JErodyHas u
CEPIICYHO-COCYINCTAasA HEAOCTATOYHOCTh M3-3a CJIa00CTH
OBIXaT€IbHOM MYCKYJIaTyphl M COOTBETCTBYIOIIMX
M3MCHCHUN B KOPKOBBIX OTJI€JaX TOJIOBHOI'O MO3ra.



dHHsA OemMCKas QQOPMa

(CMA Il muna)

Mo:keT BO3HUKATh B MEPUOJT OT MOIYTOAa JI0 Q .
roja mocie poxjaenus. CHadanga nmopaxarorcsa,

MBIIIILI HOT U TYJIOBHIIA, 3aTEM e
IaTOJIOrMYECKHI ITPOIIECC 3aXBATLIBAET BCE [
Ipynibl MbIII. PEOEHOK HE MOXKET OIUPAThHCS
Ha HOTH, HE CIIOCOOEH CHAETh U XBaTaTh
Urpymiku. B cuasiueit moze pa3BUBaeTCS
CUJIBHO BBIPAKEHHBIN KU(O3 1O IPUYHHE
C1a00CTHU MBIIII CIMHBL. PaHO BbIMTagaroT
r1yo0oKHue pedeKchl ¢ KoHeuyHocTel. YacTo
OTMEYaIOTCs (pacUpKyIIpHBIC MOAEPTUBAHN siPy
MBIIII, 0OCOOCHHO MBIIII] SI3bIKa. B mo3mHen
(baze 00J1e3HM HAOIIOAAETCS MOJIHAS
MBIIIICYHAs TUITOTOHUS U OyJIbOAPHBIM
napajiud. [IpooIbKATEIBHOCTD )KU3HU HE

oostee 14-15 ner.




llo30Hs1s51 hopma amuompochuu

BepoHuza-l oghchmaHa

[TocrenenHoe Hayaiio B Bo3pacrte 1,5-2,5 Jer.
B noxojke u ABMKEHUIX peOéHKa HaOIr0gaeTCs
HapacTarlas HeyBEepEHHOCTb, JETH HAUMHAIOT
4acTo Iajaark. /lajee nprucoeauHsATCS BIAJIbIE
napaandu 1 arpouy DPOKCUMAIbLHBIX OTIEIIOB
HHKHUX H BEPXHUX KOHEYHOCTEH. CHHMXKAIOTCS
WJIY TIOJIHOCTBIO BBINAJAIOT MTYOOKHE
pedIEKChI, pa3BUBACTCS KUPOCKOINO3 U
KOHTpPaKTypbl. Bo3HHUKaeT OyabpOapHbIN Mapainy
c arpoduei U GacCUUpPKYIAIUSIMH B MBIIIIAX
S3bIKa, CHIDKEHUEM TJIOTOYHOr0 1 HEOHOTO
pediekcoB, nucharueil. JBUrarelibHbIC HaBbIKH
Ha4MHAIOT MEJICHHO ucue3arh, U K 10-12 rogam
IE€TH CTaHOBSTCS 00€3ABUKECHHBIMM.
J0’KMBaAKOT TaKKe OOJILHBIC IIPU XOPOIIEM YXOJE

1m0 20-30 serT.



6ynbbapHbIU Napasauy unu

6os1e3Hb Payuo-JloHOe

3aboeBaHue yalle HAYMHAETCS K KOHITY 6 N
BTOPOIO rofa »KM3HU, HHOTJIa B FOBEHWILHOM |
BO3PAaCTE, XapaKTePU3yeTCs CIa00CThHIO B
MBIIIIAX J1IIa, BKIHOYas )KEBATCIbHYIO
MYCKYJIaTypy, MOSBJISIOTCS AUcCharus,
auc(hoHUs, aTrpo(HHu B MBIIIIAX S3bIKA.
MosxeT HaOIroAaThCs OPTaIbMOILIETHS.
3a0o01eBaHuEe OBICTPO HAPACTAECT, JIETAJIbHBIM
MCXOJl HACTyIaeT cnycts 6-12 Mec. ot
MOSIBJICHUS MEPBBIX CUMOTOMOB. K
OyJIbOApHBIM PACCTPOMCTBAM MOTYT
IPHUCOCAUHATHCS BAJIbIE TIapE3bl BEPXHUX U
HIDKHUX KOHEYHOCTEW. THuIl HaceICTBEHHOM “
nepensayud — ayTOCOMHO-PEIECCHBHBIN. % N
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[lcesdomuonamu4yeckKas

roHoweckKasi) popma Kyzenbbepea

B 1942 r. Wohlfart »rie o2 ¢ or
3a00JIeBaHME, IPOSBIISIOILIECECS
MBIIIICYHBIMH aTPO(UIMH U apE3aMH,
HAITOMUHAIOIIEE MUONIATHIO, HO C
pacpoCTpaHCHHBIMU
(haCUUKYISALUSIMH.

Tum HacIeCTBEHHOU TIEpeIadun
ayTOCOMHO-PELIECCBHBIN, PEXKE -
ayTOCOMHO- JOMWHAHTHBIN,
PELIECCUBHBIN CLEIUICHHBIU C
X-xpomocomon. I enernueckun |
ne(UIUT — B TOM K€ JIOKYCE, UTO |
U IIPU IPYTUX CIIMHAJIBHBIX -
aMHOTPOPUSIX.




3a0ojieBaHHE HAYMHACTCSA OOBIYHO B Bo3pacTe 4-8 JeT, MHOIrIa
IO3/JHEE. [HosiBIIsIrOTCS oO1ast c1a00CTh, MOBBIIIICHHAS
YTOMIISIEMOCTh, CJIa00CTh B HoOrax (0COOCHHO MHOpU MOABbEME IIO
JIECTHMIIE), MOACPIMBAaHUA B MBbIIIIaX. Pa3BUBAIOTCS BSJIbIE MapE3bl
HIDKHUX KOHEUYHOCTEH ¢ (dacuukymssuusimu. [lo  KIMHWYeCKuMm
CUMIITOMaM  3a00JICBaHUE  HANOMHUHAET KOHEYHOCTHO-MOSCHYIO
MUOMATHEO Opba-Pora. Ilpu ocmoTpe Takxke OTMEUAETCs
IICEBIOTUIIEPTPODHUS HKPOHOKHBIX MBI, Yepe3 HECKONbKO JeT
ocJie Havajia 3a00JIEBaHUS TOSBIISIIOTCS aTpoPuu U (haCUUKYISIPHBIE
MOACPTrUBAaHUS B MBIIIIAX IPOKCUMAIBHBIX OTJIEIOB BEPXHHUX
KOHEYHOCTeH. TedeHne MEeAJICHHO IIPOrpecCupyronliee, JBUrareiibHas
AKTUBHOCTh COXPAHSCTCS JJIUTEIbHO. boiibHbIE KUBYT 110 40—50 €T,
HEPEIKO  COXpaHsidi  BO3MOXHOCTH  camMooOciyxuBanus. [lpu
MOSIBJICHUHW B IO3JHUX CTaausAX OyJbOapHBIX CHUMIITOMOB HPOTHO3
YXYHAIIAETCS.



JIOTIOJTHUTENBbHBIE UCCIIEAOBAHUS IPH CIIMHAIBHON aMUOTPO(pUU

Kyrene0Oepra - Benanjepa BBISBISAIOT CIIEHU(DUYIHBIE U3MEHCHUS
- JJICKTPOMUOTpPA(US YKA3bIBAET HA OTYETIMBBIC TPU3HAKHU
CIIMHAJIBHOTO TTOPAXKEHUSI, B TO K€ BpEMsI HaToMOp(osiornyeckas
KapTHHA NOpyd OWOMNCHU MBIIII NPEICTaBICHAa CMEIIAaHHBIM
XapaKTepOM MATOJOTHUH - HapsSAy C HEBPOTCHHONM aMHOTpOQHUEH
MMEIOTCS YKa3aHUS U Ha HEKOTOPBIE JUCTPOPUUECKUE TPU3HAKH.
AHQJIOTUYHBIC JAHHBIE MOJAYYAlOT W TpH OHOXMMHYECKOM
WUCCJICIOBAHUN - AaKTUBHOCTh (DEPMEHTOB, B TOM YMCIIC
KpeaTuH()OCPOKMHA3BI HEPEJKO IOBBIIICHA, XOTS U B MEHBIIEH
CTEIIEHU, 4YEeM TIIpU UCTUHHOW MHUomaruu. K3meHsaroTcs
noKa3aTeian KpeaTUH-KPEaTUHUHOBOTO OOMEHa.



bosie3Hb ApaHa-[JrouweHHa

CvH.-cliMHAJIbHAsE aMAOTPO(dust
B3POCJIbIX.

Hauunaercsa B Bo3pacre 40-60 ner.
[TocTerneHHO BO3HUKAECT HapacTaroIas
aTpo(us MBIIII] JUCTAIBHBIX OTACIOB
KOHEYHOCTEN (IPEUMYILECTBEHHO
KucCTel). B nansHenmem B mporecce
MOT'YT BOBJICKATHCSI U MBIIIILIBI
IPOKCUMAJIBHBIX OTJICJIOB BEPXHUX U
HUKHUX KOHEUYHOCTENU. B
MOPAKEHHBIX MBIIIIAX KOHEYHOCTEN U
A3bIKa OTMEYAIOTCS (PACHUKYJISIPHBIC
MIOJCpryuBaHMs.

Tedyenue MeIIEHHO
nporpeccupytoiiee. CMmepTh 0OBIYHO
HacTynaeT OT OPOHXOMHEBMOHHUHU.
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6ynbbocnuHasibHasi NMO30HSIS

KeHHeOu

BriepBblie 3a00neBanne onucaid B 1968r.
W.R. Kennedy. Hacnenyercs 1o
PELIECCUBHOMY, CLIETUIEHHOMY C X
XpOMOCOMOM TuUIly. [ [puunHOM sBIgeTCA
crieupuIecKast MyTalys B TCHE
aAHJIPOrE€HOBOTO PEIENTOPA,
KapTUPOBAHHOIO B X-XPOMOCOME.
boneroT TOJIBLKO MYKUYNHBI.
Manudectupyet 00bdHO 1ocie 30 JieT.

[Tatomopdomorus. BeisBiasior
JIIETEHEPALIMI0O U YMEPEHHBIN IVIM03 YacTH
MOTOHEHUPOHOB CIIMHHOI'O MO3Tra U B
JIBUTATCJIBHBIX SIJIPax CTBOJIA.



3a0oeBaHNE OPOSBILCTCS B 3pelioM Bo3pacTe, yaiie B 20-40
JET, reHepaaIn30BaHHBIMU (hbaCUUKYJISIPHBIMU
OACPTUBAaHUSIMU, YMEPEHHON CIa00CThIO U aTpO(Ueil MBIIIIII.
IIpu >TOM IIyOOKHE pE(PIIEKCHI, KaK IIPaBUJIO, CHHXKECHBI WJIU
OoTCyTCTBYIOT. IIpeoOnanaroT mpoKCHUMaIbHBIE aMHUOTPO(MHHU C
MOPaXXCHUEM IIPEXKAE BCEro MBI Ta30Boro mnosica. B
O CJIEAYIOIIEM MEIJICHHOE pacupoCTpaHECHUE
[aTOJOTMYECKOTO IMPOoIEecca, MOPAKECHUE MBIIII IJIEYEBOIO
nosica, S3blka M IJIOTKH C  YMEPEHHO BBIPAKCHHBIM
OynbpOapHBIM CHHJIPOMOM, a TaK K€ CJIa00CTh JKEBATCIbHBIX U
MHUMMYECKHX MBI,  XapakTepHbl  (ACHUKYISALUH B
EpUOPATIBHON MYCKYJarype U si3bIKke. OOBIYHBI SHAOKPUHHBIC
pPacCTpOMCTBA: CaxapHbId JHA0ET, pacCTpPOMCTBA (DYHKIIUH
MOJIOBBIX KeJ1e3 (TMHEKOMACTHs, OECILIOANE).



Ckanyno-nepoHeasibHasi popma

BronibrnnuaHa

Haunnaercs B Bo3pacte mexay 20-40 romamu
aTpo(uM MBI TJIEYEBOTO MOosica (OrpaHUYCHUE
IBUKECHUU B IUICYEBBIX CyCTaBax,
«KPBUIOBHJIHBIC»  JIONATKH), CO  BPEMEHEM
IIPUCOCAUHACTCSA CJIa00CTh pa3rudaresneu CToll,
rOJICHEHM, XOTA  BO3MOXXHAa W oOpaTHad

IOCJIEA0BATEILHOCTb. IIporpeccupoBanue
MEUICHHOE, HEpeaKOo nauueHThl ¢ 30-40-1eTHUM
CPOKOM 3a00JICBaHUS CaMOCTOSITEIILHO

nepeIBUTatoTCsl.



ornamo4Ho-rnepoHeasibHas

0J1110[60]00

[IporcxomuT MyTalus reHa, KapTUPOBAHHOTO B 00JIACTH
XpoMocoMbI 1g21.2, OTBETCTBEHHOTO 3a CHHTE3 OeJika JIamuH.

Ilepenaercs Mo ayToCOMHO-AOMUHAHTHOMY WUJIU Ay TOCOMHO-
PELIECCUBHOMY THITY.

[IposBisgeTcs NPOKCUMAaIbHBIM OPAKEHUEM BEPXHUX KOHEYHOCTEN
U MUCTAJILHBIM - HKHNX. HaunHaercs 3adoneBanue B 30-40 jieT u
ctapiie. HaGmonaroTcst kKoHIEBbIE aTpo(un, HAIpUMEP B OOJIBIION
IPYAHOW MBIIIIE, HHOTAA KPYITHBIE (DACIIUKYJISIPHBIC TTOACPTUBAHKS,
YTHETEHUE CYXOKUJIBHBIX PE(DICKCOB.

[Ipu saexkTpoMuOrpapuueCKOM UCCICIOBAHUN BbISBISIOTCS
crienu(pruIeCKUe N3MEHEHMS - JU3PUTMHUYHBIC KOJICOAHHUS B ITOKOE,
CHUKCHHUE aMIUIATY/Ibl, YMEHBIIIEHUE YACTOTHI 1 MHOT/IA TPYIIIIOBBIE
CIIAKOBBIC Pa3psabl IPA AKTUBHBIX JBHKCHUSX.



eO0KuUe qPOPMbI ClNiUHaJ1bHbIX

MbllWeYHbIX ampoduu

HacJjeacrBeHHAas NMCTAJbHASA MblIIeYHAS aTPodusd. 3a0601eBaHNe HAYNHACTCS

C IMCTAJIbHBIX OTACIIOB HUKHHUX KOHC‘IHOCTGI\/’I, B IIPOOCCC ITOCTCIICHHO BOBJICKAKOTCS
JAUCTAJIBHBIC OTACJIBI PYK, MOJKCT Ha6J'IIOI[aTBC$I ICHepaJIn3anus 1rpouccca.
HeBporennasi ¢gopma okyJaohapuHreajbHOl aTPOUH, NiepeIaromascs 1o
AyTOCOMHO-AOMHUHAHTHOMY THUILY . Ha BCKPBITHH BBISIBJICHA ICTCHCPALINS KIICTOK
INEPpCaAHNX POroB CIIMHHOI'O MO3I'a U ABUI'ATCJIbHBIX AACP YCPCIIHbIX HCPBOB, BKIIOYAA
aapa 11 u X map.

K cniuHaapHBIM aMHOTPO(PHUSIM OTHOCUTCS OOJIBIITMHCTBO CIy4acB MHOKECTBEHHOI0
BPOKAECHHOI0 apTPOrpumnmno3a. [laromornyeckun npoLece 3aKIro4acTcs B
HCAOPA3BHUTHHU KIJICTOK IICPCAHUX POI'OB CIIMHHOI'O MO3r'a € ITapc3aMn COOTBCTCTBYIOIINX
MbINIL. B pe3ynprare BOSBHUKHOBEHUSI HEPABHOMEPHOUN MBILLIEYHOU TAXKU,
BHYTPUYTPOOHO MOTYT (DOPMHUPOBATHCSI KOHTPAKTYPhl U HEMPABUILHOE Pa3BUTHE
CYCTaRBOB.

CymecTtByioT Tak:ke HeauGdepeHnpoBanHbie POPMBI CIMHAJIBLHBIX
aMuoTpoduii ¢ OLICTPO NPOrPECCUPYIOINUM, MEIJICHHO NPOrPeCcCUPYIOIINM
U HeNPOrpeCcCUPYIOIINUM TEYEHHUEM.




dua2Ho3

® OcCTpbli NOJHMOMHMEJIUT - I HErO XapakKTEPHO OCTPOE HAYaIo C

JTUXOpaJKoM, mMmapaJM4d HE€  CHMMETPUYHBI U OTCYTCTBYET
IpOrpeCcCUpOBaHUE Ipolecca.

® MuonaTum - ToXe MPOrPECCUPYIONIEE HACIECACTBEHHOE 3a00JICBaHNE
MBIIIII, HO CBSI3aHO OHO C HapyllleHHEeM OOMEHa BEIIECTB B MBIILICUHOMN
TKaHM. [Ipy MyUonaTusax HET NOACPrMBAaHUI MBIIIIL, HE TAKOE OBICTPOE
TEUCHHUE U Jpyras dJIEKTpoMHOTrpauueckas KapTUHa.

® BpoxkaeHHass MUATOHUS

OCHOBHOM NpPH3HAK - PACHPOCTPAHEHHAs] W CUJIBHO BBIPAXKCHHASA
TUIIOTOHUSL (CHMPKEHHE TOHYCA) MBI, MMaTOHUS OTIWYAeTCAd OT
CIIMHAJIBHOW  aMHOTPO(PHUM  JOOPOKAYECTBEHHBIM  TCYCHHEM U
OTCYTCTBHEM IOJEPIrMBaHUKM MBI, OTIHUYUTH 3TH JIBa 3a00JCBaHUS
ApYyT OT JIpyra moMoraet Ouoncus (B3aThe 00pas3ia TKaH! ) MBbIIIIII.




LHuacHocmukKa

3a110/103pUTh CIIMHAIBHYIO aMHOTPO(PHIQ
MOYKHO IPHY HaJWYUH BSUIBIX Mapainyei
ONPEICICHHON JTOKaJIN3alluy, aTpopuu
MBI ¢ PaCIUKYISIPHBIMU
MOJCPTUBAHMUSIMU B HUX, ape(ICKCUEH
IITyOOKHX Pe(ICKCOB, MPOrPEANCHTHOM
TEUCHMHU 3a00JI€BAHUS U JIP.

YYUTBIBAIOTCS JAHHBIC JOITOJIHUTCIIBHBIX HCCHGHOB&HHfIZ

® -OMI, ODHMI. Ilpu ToranpHor OMI nipu3HaKu MEpPEIHEPOrOBOTO
MOPAXKEHUS: B PEKHMME MOKOSI CIOHTAHHAsI OMO3JIEKTPHUYECKasI
AKTHBHOCTH B BHJIE€ ITOTCHIMAI0OB (DUCIUKYISALUN aMIMTyao0# 10 200
MKB, IIPH ITPOU3BOJILHOM COKpAIIeHUU ypexxkeHHass OMI' ¢ purMom
«YaCTOKOJIa» U PE3KO pa3psiKEHHAS MPH TAXKEIOM ITOPAKEHUN MBIIIILI.
Ha OHMI" — cHmxenne amMmminTyasl M-0TBETa U YHCIA
(OYHKIIMOHUPYIOIIUX ABUTATEIbHBIX eIMHUIl. CKOPOCTh IIPOBEACHUS
UMITyJIbCa BAPbUPYET B 3aBUCUMOCTH OT (DOPMBbI CIIMHAIBHOMN
aMHOTpO(PUH 1 Bo3pacTa OOIBLHOTO;



® buoncus Meimn (TUIIMYHA OYYKOBas arpodus B OTIINYHE
ot auddy3noiu rpu [IM/]);

® -MPT. UHorga mo3BOJISIET BBISIBUTH aTPO(HI0 CIUHHOTO
MO3Ta;

® VYaerpazBykoBoe wuccienoBanue Mol U1 MPT  mbimi
BBISBJISIIOT JKUPOBOE 3aMEICHUE MBIIIEYHOW TKaHu. [lpu
nposeaeHu  MPT  Busyanusupyrorcs  XapakTepHbIN
nartepH nopaxeHusda. OaHAKO cHeu(pUYECCKUN MNaTTEPH
MOPAXKEHUST  TPOSBIAECTCS  HA  TO3IHEWM  CTaauu
3a00JICBaHMUS.

® liccnenoBanme aktuBHOcTM KOK, JIII, AJIT B
CBIBOPOTKE KpoBH (B oTianuue or IIMJl HOpManbpHa wimn
HE3HAYUTEIHLHO MOBBIIICHA).




® IIpu maroMop(OJIOrMYE€CKOM HUCCICAOBAHUH BBISIBIISIFOTCS
YMEHBILICHUE KOJIUYECTBA KIIETOK B IIEPEAHUX POTraxX CHUHHOIO
MO3Ta, IEreHEpaTuBHbIC U3MEHEHUS B HUX. [1atonornueckue
M3MEHEHHSI OCOOCHHO PE3KO BBIPAKEHBI B 001aCTH HOSICHUYHOTO U
ICMHOI'0 YTOJILICHUM, & TAKKE B IBUIaTEIIbHBIX SAPaxX YECPEITHbIX
HEPBOB. BBISABIAIOTCI N3MEHEHHUS B IIEPEAHUX KOPEIIIKAX, B
MHTPAMYCKYJISIPHBIX OTAEJIaX HEPBHBIX OKOHYaHUU. B mocieqHux
MMEET MECTO MCUC3HOBECHUE HOPMAJIbHBIX TEPMHUHAJI, UX U3JIUIITHEE
BETBJICHHUE.

® [Ipu bX HaxoaaT UBMEHEHMS B YIJICBOJHOM OOMEHE.
Tak, E. A. CaBenbeBa-Bacunbena (1973) ooHapy»kuia, 4To
IJIMKOJIM3 Y OOJILHBIX CO CIMHAJIBbHOM aMHOTpoduert Bepaaura-
['odpdmanHa mpubIMKAETCA K SMOPUOHAIBHOMY THMY. J|0BOJIBHO
4acTO OOHAPYKUBAIOT 3HAYMTEIIbHBIC HAPYIICHUS B KPEATHH-
KpEaTHHUHOBOM OOMEHE - YBEJIMUYEHUE IKCKPEIIUHU KpeaTHHa ¢
MOYOM, MOHUKEHUE BBIJICJICHUS KpEeaTUHHNHA. YPOBEHb (DEPMEHTOB
B CHIBOPOTKE KPOBH IMOYTH HE U3MEHIETCH.



Crossing over C 2 &
\

COn una

(b)

combinacion \ 9@
\_ Cruzamientos de prucba

{aabb) 7G<V:norn'pos Niimeros de |
. - { de los cigotes (F ) individuos
Gametos Gametos b

(o D\
@\; X @ AaBb (Tipo progenitor) 110

@ X &l Aabb (Tipo recombinante) 13 A. Phenotype

/\ ) x @ aaBb (Tipo recombinante) 19

aabb (Tipo progenitor) 34
Total 226

+— | dunidades—s
de mapeo

OKOHYATENIBLHO BOIMPOC O IMATHO3€ PEMIAECTCS MOCIE TEHETUYECKOTO
uccienoBanus (JIHK-guarnoctuka): HaXoAasAT MyTaIMIO TeHa B S-i
xpoMocoMme(myTanuto reHa SMN. IIpsmas JIHK aguarnocTrka mo3BossieT
ONPENECITUTh HATNYNE/OTCYTCTBUE 7 1 8 3K30HOB reHOB SMNt u SMNCc.).

CaMbIM TOYHBIM ABJIAETCS KOJIMYECTBEHHBIN AHAJIN3, ONIPEICIISFOIINN YUCIIO
korui TeHOB SMNt 1 SMNCc, 4TO O3BOJISIET YCTAHOBUTH TUIl CIIMHAJIILHOM
MBIIIIEYHON aTpo(PuH, a TAKKE SABIISIETCS] HE3AMEHUMBIM JIJI51 ONIPEICIICHUS
CTaTyca HOCHUTEIIS 3a00JIEBaHUs, YTO HEOOXOIUMO 1T METUKO-
T€HETUYECKOI0 KOHCYJIBTUPOBAHUS CEMEM.

B cembsx, rje ObLIM ciydad moA0OHBIX 3a00JI€BaHUM, TPOBOISAT
npeHarajibHyro (H1opoaoByr) JIHK-auarnoctuky y miuozga. Ilpu BeisiBaeHUH
MaTOJIOTUM PEIIal0T BOIPOC O MpepbhIBAaHUHA OEPEMEHHOCTH.



Tuno CMA KoanyecTBO KOITUM reHOB OcobeHHOCTH

KJIMHHUYeCKOH KaPpTHUHbDbI

CMA IHonnoe orcyrcrBue o00oux reHoB JlerajbHasi cutyauus
SMN1 u SMN2

CMA 1un 0 Her SMNI1 rena u 1 xonmusa SMN2 Ts:kenas MbIIIIEYHAS
reHa. cJ1a00CTh, CMEpPTh HACTYNAeT

mo 1 Mmecsima

CMA 1umn I Hpeumymecreenno geaenuu SMN1 CuMnroMmokoMILIeKe
WM HECKOJIbKO MUCCEHC MYTAllU B «BSJIOT0» PpedeHKa, CMepTh
SMNI1; HACTyHnaer A0 2 JieT.
SMN2 00bIYHO 2 KOIINH.

CMA tun II Myrtauuu npespamart red SMN1  MoryTt CAMOCTOSTEJILHO
B SMIN2; CH/IETh.
Konuu resa SMN2 > 3 konmii;
MoryT BeTpe4yarbCcsi MUCCEHC
TOYCYHbIC MY TALIMH.
CMA 1un 111 Konuit rena SMN2 > 3 konui; Moryt CAMOCTOAATEJIbHO

MoryT BCTpe4aTrbCcsi MUCCEHC XOIHUTb.
TOYeYHbIEe MyTALIMH.



JleyeHue

MEPUOJUUYECKUN KYPCOBBIU IPUEM IIPENAPATOB, YIIYYLIAKOIIAX
MeTa0oIM3M HepBHOM TKaHu U Mmblill (LlepeOponnsun, [lutodnasun,
I'myramunaoBas kucnora, AT®, Kapautuna xmopua, Metnonnn, Kanus
oporar, Tokodepona amerar u 1p.);

BUTaMUHBI Tpynmbl B (Munsramma, Helipopuran, KomOunumnen);
aHabonmueckue crepouanl (Peradonun, Hepodon);

CPEACTBA, YIYUIIAIOIINe HEPBHO-MBIIIICUHYIO MPOBOAUMOCTD
(ITpozepun, Hetipomuaun, I'anantamus, Jndazon);

KypChl Maccaxa u JJeueOHOU (PU3KYIBTYPHI;

(dusnoTepanus (ANEKTPOCTUMYJIISIIIUS MBIIIL, YTIIEKACIO-CYJIb(DUIHBIC
BAaHHBI);

METOJIbl OPTOIECIUYECKON KOPPEKIUU (ITPU PA3BUTUU KOHTPAKTYP
CYyCTaBOB U Jc(popMaliiy TO3BOHOYHUKA).






