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 CuHapom PeTTa -nporpeccupyroillee gereHepaTtuBHoe
3aboneBaHne LUHC npeanonoXntenbHO reHETUYECKOro
NPONCXOXAEHNA, BCTPeYaeTCcs NPeEUMYLLIECTBEHHO Y
OEeBOYEK, HAa3BaHO MO UMEHU aBCTPUMNCKOrO y4eHOoro A. Rett,

BrepBble OMNKnC




* Ou4yeHb MHTEpeCHa UcTopus aToro 3abonesanuns. B 1965 roay,
B ABCTpuM, AOKTOP AHApeac PeTT obpatun BHUMaHWe Ha ABYX
OEeBOYEK C NOX0OXeN MaHepon noBedeHNa 1 XXecTaMmu.,

« Ob6e OeBoYKM CNOENN Ha KONEHAX CBOEU MaTeEPU U
coBepLUanu xapakTepHble ABMKXEHUSIMUN pyKaMU, KOTOPbIE
HanoMMHaNM «MblTbe PyK». [TOMMMO 3TOro, y ManeHbKnx
NaUMeHTOK MMena MeCTO YMCTBEHHAasi OTCTanocTb. [JOKTOp
onucan KapTuHy 3aborieBaHns, 1 BCKOpe 0OHapy»Xurm B CBOUX
3anucax eLle 6 criydaeB ¢ NoaoOHbIMU KITMHUYECKUMMU
nposiBrneHnsasMn. Ha ocHoBaHnn HabntogeHN JOKTOP HanMcar
Hay4HYIO CTaTblo, a MOTOM, Koraa emMy yaarnocb obcrnegoBaTb
ewle 22 nauneHToK ¢ NoaobHbIM HEN3BECTHbLIM
3aborieBaHneM, OH onyonmMkoBan KOMMI1EKCHOE Hay4YyHoe
nccnegoBaHue.



PacnpocTpaHeHHOCTb

 YacTtoTa ero otTHocuUTernbHO BbICOKa - 1:10 000 geBo4yek. B
Mupe onncaHo donee 20 TbIC. criy4yaeB 3aboneBaHus;
OONbLUMHCTBO N3 HUX criopaanvecknue, MmeHee 1% -
cemeunHble. [Npn nayuveHmnn bnmaHeLoB NoKasaHa
KOHKOPAAHTHOCTb MO CUHAPOMY PETTa MOHO3UIOTHbLIX U
OUCKOPOAHTHOCTb AN3UTOTHBLIX Nap.

* [eorpaguyeckoe pacnpocTtpaHeHne cuHapoma PeTtTa
HepaBHOMepHO. OTMe4YeHOo cKonneHmne d6orbHbIX B
onpeaerneHHbIX HedonbLUMX CENbCKNX panoHax «PeTT-
apeansbl», YTO MOXET ObITb CBA3aHO C CYLLECTBYOLLMMMU
nonynsiuMOHHbLIMN U3onaTamMmun. Takast KOHUEHTPaUUS
3aboneBaHus Habntogaetcs B Hopserun, Utanun, Anbanmm
n BeHrpumn.,



oTnonartoreHes

3aborneBaHune Hacregyetcs no X-cuenneHHoOMY JOMUHaHTHOMY Tuny .['e

HETUYECKOM OCHOBOW BONE3HU SBNAKTCA MyTaumn B reHe MECP2
 [eH MEC P2 ( Haxogsawmncs B X-xpomocome) kogmpyet Metun-CpG-
CBA3bIBaOLWNMN BENOK 2. DTOT reH ABMAETCS PErynaTOpPHbLIM: €ro
MyTauus, geneuna nnu gynnukaums npmeoanT K TOMY, YTO
onpeneneHHble reHbl B onpeaerieHHbIX KIneTkax OCTaloTCA akTUBHbIMU, B
TOT MOMEHT, KOr4a X akTMBHOCTb YXXe OO0SMKHA ObITb NogasneHa. 310
npmnBoamnT K Xaocy B pa3sutum LUHC 1 HepBHO-MbILLEYHLIX CBA3EN.

 CwuHgpom PeTTa He onucaH y nnu My>KCKOro roJsia, YTo CBS3aHO C
npeanonaraemomn Npu4nHom gaHHoro 3abonesaHus. [lo nocrnegHnm
OaHHbIM, cMHApPoM PeTTa passuBaetcd npu Hannuum gedoekra
KOPOTKOrO nsieda X-XpoMOCOMbI. Y Marnb4MKoB B HOPME B reHoTune
nveetcs ogHa X n ogHa Y xpomocoma. ['lpy natonornm equHCTBEHHOW
X-XpOMOCOMbI Y MasribYMKOB Mo HeE XKN3HEeCrocobeH 1 nornbaer ewle
BHYTPUYTPOBOHO. INpn Hann4mm opyrnx XxpOMOCOMHbLIX aHOManm
(Hanpumep, Npu reHoTune manevnka XXY), korga npucyTcTByeT ABe X-
XPOMOCOMbI, TEOPETUYECKM BO3MOXHO NnosiBrieHne cmHapoma PeTtTa .



KnnHnyeckne ocobeHHocTu cuHapoma Petra.

Hauyano 6one3Hn npuxoanTca Ha 6— 18- MeCSIL, XXU3HWN OETEN,
pPeaKo paHblUe Unun nosxe. bonesHb UMeeT TeHOEHUMIO K
NnocTeneHHOMY NPOrpeccupoBaHUo N CTaaUUHOMY TEYEHMUIO.

B | ctagnu (aytncrtnyeckon) Habnwgaetca 3ameaneHme
MCUXNYECKOro Pa3BUTUSA, CHUXKEHUE UHTEPECA K UTPOBOU
OEATENBbHOCTU N OKPYXEHUIO, MblLLIeYHast AUCTOHUSA, 3aMeareHmne
pocTa ronosbl. ANUTenbHOCTL CTagaun OT HECKOSMbKUX MecALeB a0
10 mec n bornee. Ha atom atane cuHgpom PeTta TpyaHO OTNINYmMMm
OT ayTUCTUYECKUX PACCTPOUCTB

Il cTagmna — «ObICTPOro perpecca» — onpeaenseTcs
CMAr4yarLwmMmMmnca ayTMcTU4EeCKMMUN pacCcTpomncTeamm n 6bICTpo
HacTynaroLuM pacnagom peudun, anpakcnen n obLmm MOTOPHbIM

AANRFPIAVAIAATDARA



B KNCTAX pyK NOABNAIOTCA ABUXXEHNS MOKOLLIETO U
noTuparoLLero xapakrepa. bonbHble LapanatoT cebsi, XKytoT
nanbLbl pyk. Habntogatotca Takke v gpyrme HacunbCTBEHHbIE
OBWXEHUSA: AoTparBaHue pykamm Ao nogbopoaka, ronosbi,
rpyan; HaHeCeHWe Kyrakamuy yaapoB Mo Lekam, nogbopoaky,
3aBefieHne pyK 3a CNUHY 1 T. M.

[lepeyncneHHble ABMXEHNS COBEPLLAOTCA HENPEPbLIBHO,
pexe yepes3 HebonbLUMe NHTepBaribl, HACUITbCTBEHHO, 3a
NCKITIOYEHMEM Nepuoaa cHa unmn npm dounkcauum pyk.

[MponagaeT cnoCoOHOCTL K yAEPKMBAHMIO B pyKax NpeameToB
(BNOXXEHHbIE B PYKN UTPYLLKKN, NOXKKa TYT e BbiNaaatoT).

B cBA31 C NOCTOSAHHLIMW OBMXXEHUAMW MOTUPAIOLLETO
XxapakTtepa B obnactu Il v 1l panaHr | n 1l nanbLeBs
pa3BMBalOTCS rMNepTpodns MblLLL, MO3ONUCTbIE YTONLLEHUS
N AKCKOPUAaLMA KOXKHbIX MOKPOBOB hanaHr V nanbLeB PYK U
COOTBETCTBEHHO B 00M1aCTM NACTHbIX KOCTEW, HANPOTUB,
3aMETHO MCTOHYEHME N aTPODUSA MBbILLILI



« MeHsieTcs noxoaka AeTen — OHU LUMPOKO paccTaBrsaAoT HOMM
npu xoab0e 1 ABUraloTCA NOKaYMBasACh (3TU USMEHEHUS
XapakTepHbl 4119 aTakTU4EeCKOW NOXOOKN).

« OTmeyvaloTcs TakKe MblllevyHas AUCTOHUSA, BpEMEHaAMM
nepexogsdLiasa B aTOHUIO U TMNEPTOHMIO; Nerkaa atpodus
MbILLL CTOMN U rofieHen (No TUMny HOCKOB), CUHIOLLIHOCTb
KOXHbIX MOKPOBOB U XONOAHOCTb UX Ha OLLYMNb, a TakXKe
peKkypBaLuua B cycTaBax, npuBoadLlaa K Hactomy
CNOTbIKAHUIO N TPYOAHOCTSAM CnyCcKa C NeCTHULUbI. [1BMXeHNS
TynoBuLLa 00eHAITCS, ronoBa BTATMBAETCH B MIIeYMN.

[ MNepTOHYC LUENHbIX X NNeYEeBbLIX MbILLL, COMEeTaEeTCH CO
CKOJIMO30M U KNP OCKOSTMO30M.

* [lpun nporpeccmnpoBaHnm oNUCaHHbIX HApyLLEeHUN OETU
BOODLLIE TEPAOT CMOCOOHOCTb K UBMEHEHUIO NOSOXEHUS
Tena (M3 NoNoXeHusa fexa He MoryT CeCTb UNn BCTaTb).



Y GornbHbIX Ha || cTagMn MOXET paccTpanBaTbCs OblXaHUe:
y4alleHHOe AbiXxaHne ConpoBOXaAaeTCa BHE3aNHbIM anHoa C
HaMpsXXeHMEeM MbiILLL, LLIEN U NITEYEBOTO Mosca.

OnnTenbHOCTb 3TUX COCTOSAHMIN NCHYNCIIAETCA CEKYyHOaMWN, Nocre
4yero BOCCTaHaBNMBaeTCa HopManbHoOe gbixaHue. B

B HekoTopbIx cny4asix npy nogobHOM HapyLIEeHWUM OblXaHUS
NMPOMCXOAUT 3arnarbiBaHMe BO3ayxa C pa3BMTUEM MHEBMATO3a
KULLEYHMKA.

OnntenbHOCTb cTaanmn «ObICTPOro pacnaga» — OT HECKOMNbKUX
HeOerb OO0 HECKONTbKMX MECSALEB, PEXeE IET.



lll cTapgua — «MNceBaoCcTaLMoHapHas» — XxapakTepuayeTtcst
crnaboymMmneM ¢ NonNHOM yTpaTon peyu (CoOXpaHsoTCs JNULLb
KOHTYpPbI OTAENbHbIX CITOB U CIIOroB).

[1BXeHNSA B KUCTAX PYK B 3TOT Nepuom oTnmyaroTcs MeHbLLNM
MbILLUEYHbIM HAaNpsXXeHNEM U ypeXKatoTca; NoABNSAETCS
KpynHOpa3mMaLlUCTbI TPEMOP roNnoBbI, TYNOBULLA, PYK,
YCUNMMBAKLMNCA NMPU NMOMbITKE BbINONIHEHUA HAaNpaBlieHHbIX
OBUXXEHUN.

YTpaumBaeTca gaxke cnocobHOCTb XeBaTb, NOSIBIAIOTCS
nonepxmBaHusi, a 3aTemM HapyLLlaeTcs U rnoTtaHne, n 6onbHblE
nepexoasit Ha cocaHue.

B 1/3 cny4yaeB y 00MnbHbIX BO3HMKAIOT 3anNnnenTMdoopMHbIe
npunagku. Habnogartca Takke aTUNMYHbIE MPUCTYNbI N0 TUMNY
B34parmsaHnmn, ¢ 03HOH6ONOA0DOHLIMU SBNEHUAMUN, OPOXKbIO BCETO
Terna BO BpeMs CHa.

CoxpaHalTCcA rnasHas peakuus «rrnasa B rnasa» u peakuus
OTKJTMKaHMSA Ha 30B, HO OHW PE3KO OTCTaBIIEHbl BO BPEMEHU U
KpaTKOBPEMEHHbI.



e |V cTagua — «ToTaribHOro criaboymmns» — B COOTBETCTBUM C
Ha3BaHWEM XapaKTepU3yeTCcH NONMHOW YyTPAaTOM HE TOSTbKO peyy,
HO 1 cOcCOBHOCTU K X0abbe 1 XXeBaHUIo, a Takke pacnagom
OPYrMX *XN3HEHHbIX HABbIKOB.

« HapacTaloT HeEBPONOrmnyeckme CMMNTOMbI (pa3BMBatOTCH
crnHanbHas aTpodus, cnacTtuyeckass pUrnaHocCTb, C
HanbonbLUEN BbIPa)XEHHOCTbIO B KOHEYHOCTSIX), KOTOPbIEe Ha
aTOM cTaaum npeobrnagatoT B KITMHUYECKON KapTUHE.

« CMepTb HacTynaeT B pa3Hble CPOKNU — OBbIYHO MeXay
12—25 rogamu oT Ha4Yana 3aboneBaHus.






Mopdonorna n HeMpPoXMMus.

* [lpn Mmopdonornyecknx nccrnegoBaHnAax ayToncuMUHOIo
MaTepuana ymepLumnx 00sribHbIX OOHapPY>XEeHO CHUXEHUE
Beca royfiloBHOro mo3sra Ha 12-34%.

* AHannM3 Mop@OoNorMyecknx N3AMeHeHN Npu CUHAPOMeE
PeTTa ykasblBaeT Ha 3ameaneHne pasBmMtna Mosra
nocrne poXaeHus, a K YeTblpexieTHeEMY BO3pacTy
OCTaHOBKY ero pocTa B LlennloM 1 4eHOpUTHOro aepesa
HEWPOHOB B YaCTHOCTMU.

« HabniogaeTtcs Takke 3amMenfieHme pocTta Tena u
OTAENbHbIX OpraHoB (cepaua, NevYeHun, NoYex,
cernes3eHKun), BbigBnaemoe K 4-6 roogam. Kpome Toro,
OTMeYeHa He3penocCThb NpoBoAdsLLEN CUCTEMBI cepaLia.



ATnnuyHobie popmMbl cuHgpoma PeTTta

* Mo3aunvHas dpopma cuHgpoma PetTa (80% aTUNMUYHBLIX
doopm). XapakTtepusyerca pasnmiyHbiMN OTKITOHEHNAMU B
HEBPOJSIOrMYECKOM pPa3BUTUN, KOTOPbIE C BO3paCcTOM
00pasyoT KapTUHY, CXOAHYI0 ¢ cnHapomom PetTa. B aTy
rpynny BXOOAT AEBOYKM C OMEHb XOPOLLO COXPaHMBLLEWUCH
o0LLEN MOTOPUKON, OTMEYAOTCSH NUNLLb OTAESNbHbIE €1Ba
pasnnynmMble HeBpoOsiormdyeckme aHomanmun. B nepsyto
o4yepeb BbIABMAETCS boriee U MeHee BblpaXeHHas
MaHyarnbHas anpakcus

 CuHapom PeTTa c coxpaHHOU peyblo. Takue getu
yOOBNETBOPSAIOT BCEM KpUTEPUSAM CMHAPOMA PeTTa, HO
OHU MOTYT NPOU3HECTU, NO KpanHen mepe, oaHy
rpamMmMaTtuyecku npaBuUnbHYO dpasy

CuHgpom PetTta y Mmans4mkos (?)



[lnarHocTuka

,D,I/IaFHO3 CNMHAOPOMA PeTTa OCHOBbLIBAETCS HA BbIABMEHUN TUNNYHOMN
KIMMHUYECKON KaPTUHBGLI.

Tak MexgyHapoaHou accouunaumen no nsyyeHuto cnHapoma PetTa
bbina pa3paboTaHa 1 npeasioXkeHa rpynna gmarHoCTUYECKNX
KpUTEPUEB, Pa3aeneHHbIX Ha HeEObXoanMble, AONONMHUTENbHbIE U
NCKITIoYatoLLme KpUTEPUMN.

Knaccuyeckasa dpopma cuHgpoma PeTta MOXET ObITb
AnarHoCTMpoBaHa, TONbKO eCnuy NaUMeHT NMEET BCe HEODXoaMMble
KpUTEpUN.

Bropas rpynna coctonTt n3 gonosiHUTENbHbIX KPUTEPUEB, KOTOPbIE HE
ABNAIOTCHA 00s13aTeNbHbIM A1 MOCTAHOBKW AMarHosa.

TpeTbsa rpynna — ncknovatowme KpuTepum, 0gHOro N3 KOTopbIX
[O0CTaTOYHO, YTOObI OTBEPrHYTb CMHAPOM PeTTa y npobaHaa.
[narHoa cumtaeTca npeaBapuUTenbHbIM A0 ABYX-MATUIETHETO

BO3pacTa, W TONbKO Npu nadbopaTtopHon AMNArHOCTUKE saBnseTcs
noaTBepXOeHHbIM.



OunarHocTtunyeckue Kputepumn cuHapoma Petrta no E. Trevathan

Obga3aTenbHble:

HOpMarbHbIV Npe- U NepuHaTanbHbIU Nepuoabl;

HOpMaribHOE NCUXOMOTOPHOE pa3BuTMe B TedeHne nepsBbliX 6- 18 Mec.
KU3HWY;

HopMaribHas OKPY>KHOCTb FOfOBbI MPU POXKAEHWUU;
3amefneHune pocTa ronosbl B nepuo oT 5 Mec. A0 4 NeT;

notepsi NPMobpPETEHHbIX ABMXEHUN PYK B BO3pacTe oT 6 40 30 Mec.,
CBsi3aHHas Mo BpeMeHMU C HapyLIEHNEM ODLLIEHUS;

rnyboKoe NoBpeXaeHMNe SKCNPECCUBHOMN N UMIMPECCUBHON peyun,
rpybasi 3aepxka NCUXoMOTOPHOIO Pa3BUTUS;

CTEPEOTUNHbIE ABWXEHUS PYK, HAaNMOMUHaOLWME BbXKUMaHUE,
CTUCKUBAHWE PYK, XJITOMKN, «MbITb€ PYK», MOTUPaHUNE UX,
NosBNAOLLIEECS NOCce NoTeEPU LieneHanpaBieHHbIX OBUXEHUN;

nosBrneHne HapyLeHU NoXoakn (anpakcum n atakcum) B Bo3pacTte 1-4
ner.



[lononHuUTenbHbIE:

 ObIXaTelNbHble pacCcTPoOUCTBa (Nepnoanyeckoe anHoe BO
BpeMs 60apCTBOBaHUA, NEPEMEXKAIOLLIEECS
rmnepBeHTMNAUMEN, adpodharus);

* CYOOPOXHbIEe Npunaaku;

* CMACTUYHOCTb, YaCTO coYeTarLladacsH ¢ AUCTOHNEN U
aTpodnen MbliLLLL;

* CKONMO3;

* 3aQep>KKa poCTa;

* TMNOTPOUYHbIE MANEHbKNE CTYIHMU;

« D3I aHOManuu (MeaneHHbI OHOBLIN PUTM U
nepunoanyeckoe 3amenneHue putma go 3—5 'y,
onuncaHbl LleHTpanbHOBUCOYHbIE Spikes Kak nNpw

doparmnbHon X-XpOMOCOME U ponaHaN4YeCKOU
anunencun).



HakoHeLl, ncknovarnLwmmm Kputepuamm oTHOCUTCA:

* OYEBUOHOCTb BHYTPUYTPODOHOWU 3aEPXKKN POCTa,

* OpraHomMeranusa unu gpyrme npusHakm bonesHeun
HaKonmeHus,

* pPETUHOMATUS UMM aTPOPUA ANCKOB 3pUTENbHbLIX HEPBOB,

* MUKpoOLIeanusa npu poxgeHuu,

» IOKa3aHHOE nepuHaTanbHOE NOBpEXAEeHME MO3ra,

* METaAbONMYECKOro Nnn Apyroro NPoOrpeccupyoLLero
HEBPONOrM4eckoro 3aboneBaHus,

 UMT n HenpouHddekunn.



INMeyeHune

JleyeHne cnmntTomMmaTmnyeckoe

B nukeBope 3abonesLunx AeTen NOBbILLAETCA YPOBEHb rinytamara. IMeHHo
NO3TOMY NMPEUMYLLECTBO Cpean aHTUKOHBYINbLCAHTOB OTAAETCH
JTamoTpnoKMHY, KOTOPbIN BINOKNPYET MPOHUKHOBEHME B LIEHTPASTbHYIO
HEepPBHYI CUCTEMY rMyTamara.

Letn c cuHaopomom PeTta nmetoT TpygHocTu ¢ Habopom Beca 13-3a
TPYOHOCTEN C NPUHATUEM MULLN, CHUXKEHHOW XXeBaTeNlbHOW CNOCOOHOCTLIO,
CITOXXHOCTEW C NUTBEM XUAOKOCTU U Npobriem ¢ gedekaumnen.

[Mnwa gomkHa bbITb MakcuManbHO KarnopumnHoW, B paunoH BBOOAT
KanopumnHble HANUTKN, yBENUYNBAETCHA NOTPEONEHME NPOAYKTOB, boraTbIxX
NoNe3HbIMU Xpamu,

Ob6Lwas KanopunHOCTb CYTOYMHOIO paunoHa AomkHa bbITb Ha 20% DonbLue,
4yeM NMpUHSATa 3a cTaHaapT Ans pedeHka KOHKPETHOro Bo3pacrTa.



B nporpammy ne4vyeHunsi obsizaTternibHO BKIHOYAKOT CeaHCbl Maccaxa un ne4edbHon
don3KkynbTYpbl. 3TO 0becneymBaeT nogaepXaHme ToOHyca MbiLLL, NpeaoTepaLlaeT
pasBUTUE CNACTUYHOCTU U KOHTPAKTYpP, CNOCODOCTBYET Donee AnUTensHOMY
COXPaHEHUIO ABUraTernbHOWU akTUBHOCTMW.

bonbHbIM ¢ cMHapomMoMm PeTTa nokasaHa tepanus My3blkon. CUMTaeTcs, YTo
nogobHoe nevyeHne crnocobCTBYET COXPAHEHMIO KOHTAKTA C OKPYXXatoLnumM MMPOM
N OKa3blBaeT yMepeHHoe ycrnokanearlLllee gencrtene [loktop AHopeac PetT
cumTarn, YTo TOSIbKO My3blKa MOXET NOMO4b PpeOEHKY B OOLLIEHUM C OPYTNMU
noabmn,

nnotepanua. [1etn c cmHapomMom PeTTa o4eHb XOpOLLO pearupyroT Ha KOHTaKT C
nowagbmu.

Takke Takum geTaMm rnokasaHa pabora c rioronegom n 4edeKTONOrom.
CTaTtucTuKa rnokasbIiBa€eT, YTO XEHLUNHbI C CUMHAPOMOM PeTTta MoryT npoXxuts 40 u
boree net. OCHOBHbIE NPUYMHbBI FTIETANBHOCTU: OCTAaHOBKA cepaLa, cyaopory,
npoboaeHne CTEHKM Xenyaka, ANCYHKLUA CTBOMNA royioBHOro Moara



Accoumnaunsa cosgaHa B Lenax
COOEeNCTBUSA BbINMONMHEHUO B Poccuun
nccrnegoBaHui o npoodremam
ANarHOCTUKU N peabunutaymm cnHapoma
=%, 3 PeTTa; okazaHnst UHPOPMALIMOHHbIX U
KOHCYNbTaTUBHbLIX YCNYr U MOMOLLA
"l 1 CEMbSAM, B KOTOPbIX MPOXUBAIOT 10N C
| l cuHapomom PeTTa, a Takke
- ‘ L‘ - yUYPEXKAEHUAM, COOENCTBYIOLLUM
/”‘ | MeaULIMHCKUM 1 negarormyeckum
Hay4YHbIM UCCNegoBaHUAM CUHOPOMA,
OKa3blBalOLLMM NMOMOLLb NOAAM C
COJNTHEYHBIN AHTEN CMHAPOMOM PeTTa 1 Ux cembsim.

ACCOUMaLMA CrHApoMa PeTTa



L

Cnacubo 3a
BHUMaHUe!




