


MoHoreHHble cuHapombl U 6onesHn (MbB) unm reHHble (Tak u3
Ha3bIBalOT 332 pybexom) - 3aboneBaHma NOAYNHAOTCA
MeH/AeNeBCKOMY HacN1ej0BaHMIO, B UX OCHOBE NeXaT eANHUYHbIE
FeHHbIE MW TOYKOBbIE MYTaLUM.



RAACCUDPUKALNA

B ocHoBYy KI'IaCCM(I)MKaLI,MM MOHOTreHHbIX 60/1e3HEN NONOKEHO HECKO/IbKO
NMPUHUUMOB:

* Mo Beayw,en CUCTEMHOMN NATONOINMKU - NO OPraHHOMY U CUCTEMHOMY TUMY
* Mo aTnonorun. B sTom cnyyae BblAENAOT 2 Knacca 3aboneBaHumn: - 6onesHu
- C YCMQHOB/EHHbIM NeP8UYHbLIM MOEKYAAPHbLIM (buoxumuyeckum) dechekmonm.

- 60s1€3HU C HEYCMAHOBAEHHbIM MeP8UYHbLIM MOAEKYAAPHbLIM (buoxumu4yeckum)
Oegpekmom. Ha 3tn 3abonesaHuna npuxoamntca okono 90% scex Mb.

* Mo TMNy HacnefoBaHMA NAaTONOrMUYECKOro NPU3HaKa:
- ayTOCOMHO-I0MWHaHTHble (4),
- ayTOCOMHO-peLeccuBHble (P),

- CUEeNNeHHbIe C N0/I0BOM XPOMOCOMOM (X-CLUensieHHbI) AOMUHAHTHbIE U
peueccuBHble

- MUTOXOHAPUAJIbHbIE.



Mo npenmyuiecTBEHHOMY MOPAXKEeHUI0 TOro AU MHOro Buaa obmeHa. bnharogaps
3TOMY NPUHUMNY MHOrMe MbB Ha3biBatloTCA HacneaCTBEHHbIMM Bone3HAMM obmeHa
Bewects (HBEO). Cpeau Hux BbiaeneHo 6onee 700 ¢opm, B Tom uncae 200 c
YCTaHOB/NIEHHbIM Boxnmmnyeckum gedpektom. Cpean HBO BbigensatoT:

* 6oNe3Hn aMUHOKNCNOTHOro obmeHa (PKY, TMpo3nHO3, aIKaNnTOHYpUA, NENLNHO3 U
ap.);

* GonesHn yrneBogHoro obmeHa (ranakrtosemums, rMiMKOreHosbl,
MYKOMo/IMcaxapumaosbl);

* 6oNe3Hn AmnuaHoro obmeHa (3cceHumanbHble cEMENHbIE AMNNAO03bI,
raHrNMo3nao3bl, cCGUHroNMNUA03bI, Lepebpo3naossbl u aAp.);

* 60Ne3HN 6UOCHMHTE3a KOPTUKOCTEPOUAOB (aApPEHOreHNTaNbHbIA CUHAPOM,
rMnoanbao- CTEPOHU3M U Ap.);

* 60/1Ie3HN NYPUHOBOro U NMPaMUAMHOBOro ob6meHa (opoToBas aumaypua, nogarpa u
Ap.);



* 6onesHn noppupmnHOBOro u buanpybuHosoro obmeHa (cmHgpomsbl unovbepa,
Kpurnep- Hansapa, noppupum n ap.);

* 60N1e3HN IPUTPOHA (aHeMUA DAHKOHU, rEMOSIMTUYECKME aHeEMUU, AePuumT
[NIOK030-6- pochataernaporeHasbl U Ap.);

* 6one3Hn metannos (6onesHn BunbcoHa-KoHoBanosa, MeHKeca, ceMenHbI
nepmMoandecknui napanuy n ap.);

* 60/1Ie3HM TPAHCNOPTa cucTemM nouek (bonesHb ae ToHn-Aebpe-PaHKOHU, BUTAMUH
D- pe3nCcTeHTHbIM paxuT, Tybynonatum u ap.);

* 6onesHn AMmdepounToB N NeMKoLUUTOB (HeJ0CTAaTOYHOCTb aJEHO3MHAE3aMMHA3bI,
CeNTUYECKUN rpaHyIoMaTo3 U ap.).



BOJIE3SHW
AMWUHOKUCNOTHOIO ObMEHA

XapaKTepHbIM NOYTU ANs BCceX 3ab601eBaHUIA 3TON rpynnbl ABAAETCA TUM
Hacnen0BaHUA - ayTOCOMHO-PeLLecCUMBHDbIMN, T.€. 25% noTtomcTea ABYX
KJIMHUYECKU 340pPOBbIX HOcuTeneu (retepo3nroTt) okasbiBaeTcs
NOPaXXeHHbIM.

ObLWKUMN BUOXMMUYECKNIM NMPU3HAK - auU[03 TKAHEeM U amnHoaumnaypusa
(cornacHo aTomy cMumnTOMY Ha3bIBaeTCA BCA rpynna 3abonesaHum).

Hecneundurueckne KnMHMUYECKNe NpU3HaKK: pBoTa, 06e3BoXKMBaHue
opraHn3ma (MHTOKCUMKALMUOHHbI CUHAPOM), HEBPONOTUYECKME HapYLLUEHUA
- NeTapruyeckoe coctoaHue unm Bo3bykaeHune, Cya0pPOXKHbI CUHAPOM.

C BO3pacToM NOABAAETCA 3a4ePKKa NCUXOMOTOPHOIO Pa3BUTUA, perpeccus
NPUOBpPETEHHbIX paHee HaBbIKOB, YMCTBEHHAA OTCTa/I0CTb (BNAOTL A0
MANOTUN) N 3aeprKKa PMU3NYECKOro pasBUTUA.



®EHUNKETOHYPUA (DKY)
(E70.1)

YacTtoTta 1:10 000. PebeHOK poxaaeTca 340POBbIM.

deHoTUNMYECKME NPU3HAKM - CBET/Ible BOJIOCbI, CBETNAA
KO’Ka, ronybble rnasa.

KnnHunyeckmne cumntombl PRY (ymcTBEHHAA OTCTANOCTb,
CYAOPOXHbIM CUHAPOM, TMNEPKUHESbI, NOXOAKA, N03a
“NnopTHOro”, CKNOHHOCTb K AepMaTUTaM) NPOABASAIOTCA
yepes 3-6 mecAues Nocne poXxaeHUA.

OcHoBHOM Bnoxmmunvecknin mapkep ®RY - ysenmueHume
N1Ia3MEeHHOMN KOHUeHTpaunn peHnnanaHuHa
(runepdeHnnanaHnHemus) - onpegensietca yepes 3-4
NHA NOCNe Havyana KoOpMaeHuA.
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[MATOITEHES

HepoctaTouHOCTb pepmeHTa peHnnanaHUHIMAPOKCUAa3bl NpUBoOAUT
K:

1) HaKon/eHUIo0 B KPOBMU, LiepebpacnmMHaNbHOM X KNUAKOCTU U MOoYe
$deHnnanaHmHa, n ero metabonnToB — GeHNNNNPOBUHOIPALHON,
bEeHNAMONOYHON N PEHUNYKCYCHOMN KUCNOT, TOKCUYECKU
BO34ENCTBYIOLWMX HA LEHTPANIbHYHO HEPBHYIO CUCTEMY U AP. OPraHbl;

2) HapyweHuio obpasaBaHNA TUPO3UHA U CUHTE3UPYEMbIX U3 Hero
aApeHaNnHa, HOPAaAPEHANIMHA U MeNlaHMHA. DTUM 0O bACHAETCA
HEeAOCTAaTOYMHOCTb NMIMeHTa Y 60NbHbIX GEHUNKETOHYPUEN U
CK/IOHHOCTb K apTepmnaibHOW rMNoToOHUN;

3) HapyweHuto obmeHa TpuntodaHa 1, ciegoBaTEIbHO CUHTE3a
CePOTOHUHA, UTPAIOLLLErO BaXKHYIO POSb B PYHKLUMOHUPOBAHUM
HEPBHOW CUCTEMDI.



RIANHUKA

3aboneBaHme Ha4YnHaeT Pa3BUBaATbCA KaK TOJ/IbKO B OPraHN3m pe6éHKa C
MOJIOKOM MaTepPU HAYNUHaEeT NOCTYMNaTb CI)EHI/IﬂafIaHI/IH.

KnnHuueckue npusHakum 3ab6osneBaHmnA NPOABAAIOTCA YXKe B Nepuog,
HOBOPOXXAEHHOCTU MU HECKOJIbKO NO3Xe, HO B TeYeHMe nepBoro roga. [etu
CTaHOBUTCA BASILIMWU, COHINBLIMU, AN BECNOKONHbIMMW, NOBLILLEHHO
BO3OyAMMbIMM, OTCTAIOT B 0OLLEM Pa3BUTMK, NIOXO NpnbaBNAIOT B BECE,
BO3MOXHa YacTaA pBoOTa.

Bo BTOpOM NonyroamMu CTaHOBUTCA OYEBUAHOMN 3a4epKKa HEPBHO-
NCUXUYECKOro Pa3BUTUA, JETU HE CTPEMATCH K aKTUBHbIM AENCTBUAM, exKaT
6e3y4acTHO, He NbITAlOTCA CECTb MM NEepPEBEPHYTLCA Ha KUBOT, UX MHTEPECHI
OrpPaHMYeHbl, OHU He Y3HAIOT POoAUTENEN, HE CTPEMATCA K OOLLEHMNIO C HUMMU,
He MHTePeCyrTCA UrPYLLKAMMU.

KoKHble MOKPOBbI HEXHbIE, YYBCTBUTE/IbHbIE K nNoBpexaeHnam, y 30%
60nbHbIX HABNOAaETCA 3K3eMa, AePMaTUT, Nanyié3Hble BbIiCbINaHUA,
CBSI3aHHbIE C BblAe/IeHMeM aHOMa/IbHbIX METAaOONUTOB KOXKHbIMU Kenes3amu.
XapaKTepHblii NpU3sHaK PeHUNKETOHYPUU — 3anax NJ1ecCeHn unm
«MbILUMHDbINY» 3anaxX B NOMELLEHWUN, rae HaxoanTca 6onbHON. 3anax
obycnoBneH HaAn4Ymem B moye PeHUNYKCYCHOM KMCNOTbI.



RIANHUKA

Y 95% He neyeHHbIX UK NO34HO BbIIBIEHHbIX AETEU, UHTENNIEKT Pe3KOo
CHUXXEeH, BN0Tb A0 cTeneHn ngmotnn. CHUXKeHne MHTeNIeKTa coyeTaeTca C
oTctaBaHMem B pu3nyecKkom passutumn. HapacraHme NnpU3HaAKOB
NCUXNYECKOro Hea0pa3BUTUA NPOAO/IKAETCA NPUMEPHO A0 4-neTHero
BO3pPacCTa, a 3aTeEM OCTAETCA CTabUIbHbIM.

AuncnnacTnueckoe TenocnoXKeHue, mmkpouedanuma, B paHHEM BO3pacTe
BbIABNAETCA MblLLIEYHAsA TMMOTOHUA, KOTOPas 3aTeM NOCTENEHHO CMEHAETCA
MbILLEYHOI rMNepToOHUen, NpmusogaLLen K ceoeobpasHOM «no3e NOPTHOro»
(nopkatblie HOrM M CorHyTble pyKu); cyxoxnnbHble pedieKCbl NOBbILWEHDI.

Bo/sbHble 3HaYUUTENIbHO NO3XKe HaUYUHAIOT CUAETb, CTOATb, XOAUTb.
MepeaBuratoTca He YBEPEHHO, MaJIEHbKUMMU LLIaXKKaMM, CNOTbIKAOTCA,
napatoT. OTMeYatoTca TaKKe runepKkuHesbl, TPeMop NazsbLeB PyK, aTaKkcusa,
WHOrAa UeHTpa/sibHble napes3bl. Pe3Ko BbipaXkeHa 3aaeprKKa peyueBbiX
PYHKLUMIN, ChOBapPHbIA 3anac orpaHNYNBAETCS OTAE/IbHbIMU NPOCTbIMU
cnoBamn. MHorme AeTy Tak U He HaYMHAIOT FOBOPUTb

B 6onee crapwem Bo3pacTe pa3BUBAELTCA CUHAPOM rMNEepPaKTUBHOCTU:
TN NOCTOAHHO HaXOAATCA B ABUMXKEHUN, ONPOKUAbLIBAIOT, TOMAIOT UTPYLLKMU.



OEHUNTKETOHYPUA

buoxnmunyeckume ANAarHoOCTU4YeCKneE KpUutepumun.

- npoba PennnHra (CKPUHUHI-TECT): MOYa 3e1eHOro LUBeTa; -
NHAONKATOPHbIe ByMarKHble TeCTbl C NpUMeHeHnem bnodaHa P;

- Tect [aTpu; - UMMYHHO-PEPMEHTHbIN MEeTOA, Ha annaparte
“©nropockon”.

- ypoBeHb deHunanaHnHa B nnasme sbiwe 200 mr/n;
- HOPMaNbHbIN YPOBEHb B N1a3me TUPO3MHA;

- NOBbIWEHHbIN YPOBEHb B MOoYye meTabonmtos deHnnanaHnHa
(peHnnnmpoBuHOrpagHas n rmapoKcndeHUYKCyCcHaa KNCIOTbl),
MbILLIWHbIA 3aMNax MOYMU;

- CHUXKEHME TONEePAHTHOCTM K NONYYEHHOMY BHYTPb deHUNaNaHUHY;

- HOPManbHas ToNePaHTHOCTb KodaKTopa TeTparnapobmnonTepumHa.



JIEHEHWUE

B ocHoBe neyeHusa sTon 601e3HM — cneymnasbHana gueta c orpaHMYeHMem
deHnnanaHmHa. [lonHoe UckntovyeHne GeHnnanaHnHa MOXKET NPUBECTU K
OTPUUATENbHbIM MOCNEACTBMAM, TaK Kak 3Ta aMMHOKUCNOTA ABAAETCA
He3ameHumon. Pa3paboTaHbl cneumanbHblie 6enKkosble rMapPoan3aThbl (LMMOrpaH,
nodeHanak, rmunodpeHaT, MMHadeH), KoTopble BBOAAT B NULLy pebéHKa ¢ gobaBneHnem
$pPYKTOBbIX COKOB, OBOLLHbIX CynoB, ntope. Manble Konnyectsa peHnnanaHmMHa
coAep’KaT: MOPKOBb, KanycTa, ca/siaT, noMMAopbl, AGNOKM, BUHOrpa4, aneabCuHbI,
MEL, BapeHbe.

MpaBuabHOE AMeTUYECKOoe IeYeHne, HauaToe A0 AO0CTUXKEeHUA pebEHKoM
BO3pacTa YeTbIPEX HeaeNb, ABNAETCA BbICOKO 3P PEeKTUBHbIM B YMEHbLUEHUU TAXKECTU
NCUXMUYECKUX HapyLUEeHUU N HOpMmanbHOM ¢usnueckom passutua pebéHka. Ecin
JIeYEeHWEe HayaTb B CPOKM OT TPEX MeCALEB A0 roaa, To 3SpPEeKTUBHOCTb e4eHns
CHUXKaeTca A0 26%, a 3pPEeKTUBHOCTb €YEHMA NPEANPUHATOrO OT OAHOrO roaa Ao
TPEX nieT cocTtaBnser meHee 15%. JleyeHne ¢PeHUNKETOHYPUN, Ha3HAYEHHOe
pebEHKy cTaplue 8 mecaueB, YCTPAHAET pAa, KAMHUYECKUX NPOABAEHUN BonesHy,
OAHAKO UHTENINEKT NOMIHOCTbIO HE HOPMAJIN3YeTCA, YTO, NO-BUAMMOMY, CBA3AHO C
pa3BUTMEM HEODPATUMbIX U3MEHEHUI B MO3re, OAHAKO Y NON0OBUHbI BONbHbIX AETEN
HabntoaaeTcss yMeHbLIEHME HEBPONOTUYECKMX CUMMNTOMOB.



JleueHue cnepgyet NPoOBOAUTb NOA, KOHTPOJIEM YPOBHSA
deHunanaHuHa lMocne Hayana guetotTepannum nepuoguyeckoe
nabopatopHoe onpeaeneHune yposHA ¢peHUNaNaHNHA B KPOBM
NOMOraeT yaA0CTOBEPUTLCA, UTO AMeTa obecneunBaeTr emy
Tpebyemble HU3KMe Konunyecrsa.

CHUXKeHue ero KoHueHTpaumm B Kposn [0 0,7-1,8 mmonb\»n
MOYHO CYMTaTb AOCTATOUYHbIM, MOCKONbKY BoNee 3Ha4YnUTeNbHOE
CHUXXEHME OTPULLATENbHO CKa3blBaeTcsa Ha Pa3BUTUKM pebEHKa.

C BO3pacTom NPOHULLAEMOCTb remaTodHUedann4yecKkoro
6apbepa ymeHbLUaeTCaA U NepeHOCUMOCTb U36bITKa
deHnnanaHmHa ysennumsaertca. [lmera obbIMHO OTMEHAETCA K
6-10 neTHemy BO3pacry.



NEUUMNHO3 (BONE3HDb
KNEHOBOIO CUPOMMA)

YacTtoTta 1:90 000 - 120 000.

KI'IMHVI‘-IeCKM 3aboneBaHune NpoABAAETCA Ha nepBom Heagene XU3Hu
pBOTOVI NPOH3UTENIbHBIM KDUKOM U NOABIEHNEM XaPaKTEPHOTIO 3aMaXd
MO4YUN, HAMOMUHAKLWETO 3arax K1eHOBOIro CnMpona nin oTeapa OBOLLI,eM
|_|pl/l 3TOM NOABNAAETCA HEBPOJZIOTMHECKAA CUMMNTOMATUKA: OTCYTCTBUE
CYXOXWUJ/IbHbIX DECI)I'IEKCOB MbllleyHaA TMNOTOHNA, reHepa/in30BaHHbIE U
o4yarosble Cyaoporun, HapyweHune putma AbiXaHUA. OTMGH&ETCFI
3amegneHHoe nNCnxXxo-MmoTopHoe pa3BuUTUE, B ,u,aanemu.leN\ YMCTBEHHAA
OTCTaNoCTb. Bo3moXHO pa3BnTne KOMatTo3HOro COCToAHUA, paHHl/II/I
NIeTaNbHbIN ncxoa.

B ocHoBe 3abon1eBaHuA - pepMeHTHbIN 610K aekapboKkcManpoBaHus
aMMWHOKMUCNOT C Pa3BeTBN€HHOM Lienblo - IeMLUMHA, N30/1IEMLUHA,
Ba/IMHA.

YpoBeHb 3Tux AMK B KpoBM U MoYe NOBbILWEH. oBbILWEHA SKCKpeLma ¢
MOYOMN KETOKUC/OT.



NEVUMNHO3 E71.0

BonesHb KN1EHOBOro cMpona — HacNeACTBEHHOE
3aboneBaHMe U3 rpynnbl OPraHUYECKNX aunaemnn,
obycnoBneHHOE AePNUMTOM AernaporeHasbl KETOKUCNOT
C pa3BEeTB/IEHHOM UEenblo U HapyweHnem metabonmsama
aMWUHOKNCNOT NenumnHa, n3onenumHa, BaamHa.
OTHOCUTCA K Knaccy peakux (opdaHHbIX) 3aboneBaHun.



[MATOITEHES

[MaToreHes 3aboneBaHMA CBA3AH C HapyweHnem obmeHa u
HaKoMnAeHuem pa3BeTB/IeHHO-LEenoYe4YHblX aMUHOKUCOT,
HaKonaeHUem B OMONOrMYECcKMX *KUAKOCTAX UX AePUBATOB — 2-
KETOMU30KanpoHOBOWN, 2-KeTO-3- MeTUIBaNEePNAHOBON, 2-
KEeTOM30BanepmMaHOBOW KMUCAOT.

OCHOBHOW HENPOTOKCMYECKMI 3PdeEKT 0OYCNOB/IEH BbICOKUM
YPOBHEM NEeNLMHA N ero MeTabonTos.

bonbliyo ponb B naToreHese nrpaeT Ketoaunaos,
rMNOHaTpMemMusa, oTek n atpoduna TKaHMU MO3ra, BTOPUYHAA
rmnepaMmmMmoHnemMma, HeaOoCTaTOYHOCTb IMIOKOHEOreHesa u
rMNOMMKEMMA, a TaKXKe ANCOYHKUMA MUTOXOHAPUAbHOM
AbIXaTeNbHOW LUENN U OKUCINTENIbHOTO GOCHOPUNNPOBAHUA.



KNACCUPUNKALNA

BblaenatoT cneayowme KAMHUKO-reHeTU4YecKkue
dbopmbl boNe3HM K1eHOBOro cmpona:

Knaccmnyeckan, nam HeoHaTtanbHas (Hanbonee
YyacTas)

[TpomeXKyToYHaA
NHTepMmuTtTUpytoLwan
TnamunH-3aBUCUMan

ObycnosneHHasa pedmumntom E3-npotemnHa u
COMNPOBOXAAMOLAACA IAKTAT-aUMA030M
(MUTOXOHAPUanbHoOe 3aboneBaHmne)



RJANHUKA

B 60nblUMHCTBE cnyyYaeB 3aboneBaHne MMeEeT NPUCTynoobpasHoe
TeyeHue. Mpuctyn npoBoumpyetca pakTopamm, BeAyLMMM K
YCUNEHWNIO NPOLLECCOB KaTaboM3mMa: UHTEPKYPPEHTHbIE
3ab60/1eBaHNA, XMPYPrnuyeckoe BMeLlaTeNnbCcTBO, NpMemom 60bLmnx

KonunyecTts 6enka u Ap.



RJANHUKA

[epBble CMMNTOMbI Knaccuyeckon Gopmbl NOABAAIOTCA PaHO, Ha NepBOW
HeJene *nsHu pebeHKa, MHoraa cpasy nocsie NepBoro KOPMJ/IEHUS.

OcTpo 6e3 BUAUMbIX NPUUYMH yXyaLlaeTca obllee cocToaHue,
OTMEYaloTCA reHepasM30BaHHbIe CYJ0POrv, NOBbILLIEHHASA
BO3OYAMMOCTb, PE3KUIN KPUK, OTKa3 OT NULLIM, YNOPHana pBOTa,
MblLLIeYHaA rTMNepPTOHMA, Pa3BMBALOTCA NPU3HAKN 0OE3BOXKMBAHMUS.

3aTem BO36yKAeHNe CMeHAETCA BAJIOCTbIO, YTHETEHMEM LIEHTPa/IbHOW
HEPBHOW CUCTEMbI, COMHONIEHLIMEN, KOMOW.

Meproapbl MbILIEYHOTO FMNEePTOHYCa YepeaytoTCcA C BbipaKeHHOM
rMNOTOHWEN.

Ha Ko)Xe noAasnAtoTcA IPUTEMATO3HbIE BbICbINMaHWNA, CYXOCTb.

O6pallaeT BHMMaHME HEODbIYHbIN apPOMaTUUYECKNIA 3aMaX MOYM,
OMNMCaHHbIN KaK 3anax KNeHoBoro cupona. 3abosieBaHue NpoTeKaeT
OYEHb TAMKENI0 U HEPEeAKO NPUBOAMUT K JIeTa/IbHOMY UCXOAY, OCHOBHOM
MPUYMHON CMEPTU CAYKUT OTEK MO3ra.



RIANHUKA

[leTn pe3Ko OTCTatoT B NICMXOMOTOPHOM Pa3BUTUM.

B HEeBpoOaOrMyeckom CTaTyce onpeaenaeTca MbllleYyHas
AVUCTOHUA, NTUPAMUAHbIE HAPYLLIEHMWS, CYAO0POKHbIN CUHAPOM.

B cBAasu c Pa3BUBaAOLLLIMMCA MN\N\yHO,LI,e(I)MLI,MTON\ OoTMe4aeTCA
CKTIOHHOCTb K MNMOBTOPHbIM MHCI)eKLI,MOHHbIM 3aboneBaHUAM.

Y oTaenbHbIX NAaUMEeHTOB ONUCaH MNaHKPEeaTUuT.

MarHMTHO-pe30HAHCHOEe TOMOorpaduyeckoe nccnegoBaHue
rO/I0OBHOrO MO3ra BblABNAET NPU3HAKKU AndPY3HOro oTeKa
MO3roBOM TKaHu (0ocobeHHO B OCTPbIN Nepunoa), UsSMeHeHUue
6enoro BewecTsa Mo3ra, MO3Xeuka 1 6a3anbHbIX raHI/INEB, B
YyacTHocCTK, benoro wapa, Tasamyca, CTBO/1a MO3ra, BHYTPEHHEN
N HAPYXXHOM Kancynbl.



MoepexAeHWe ronoBHOro Mosra

KaTtapakTa

NoepexaeHKe KOCTER

MoepexaeHUe NeYeHn

. MNoBpexaeHWe NoYek



OVNATHOCTUKA

[lnarHocTMKa 601e3HU K1IeHOBOro CMPOona OCHOBAHA Ha:
aHann3e PoaoC/I0BHOM, OLLEHKe AaHHbIX aHaMHe33;
aHaNn3e KNAMHUYECKUX NPOABAEHUN,

pe3ynbTaTax aHanM3a YPOBHA aMUHOKUCIOT NeNLMHa,
n3onenumnHa, BaJIMHa B KPOBM C NOACYETOM COOTHOLLEHMUSA
NenunH/anaHuH,

onpeaeneHnn I'IO‘-IG‘;IHOIZ IKCKpeunn opraHnM4eCKnX KUCAorT - 2-
KETOU3OKANpPOHOBOMWU, %-KETO-3-M€TI/II'IBaflepMaHOBOl/I, 2-
KETON30Ba/1€epPpnUaHOBOU KNCNOT.

BblABNeHne mytauun B reHax BCKDHA nam BCKDHB nan DBT

OCHOBHbIMW METOAAMM NOATBEPKAEHMNA ANArHO3a ABNAOTCA
BMoOXMMMYECcKMe MeTobl: TAaHAEMHAA MACC-CNEKTPOMETPUA
(MC/MC), aMMHOKMUCNOTHbIN aHanu3, ra3oBas XxpomaTtorpadus-
MaCC-CNeKTpomMmeTpus



JIEHEHWUE

CTpaTterna neyeHunsa 60/1bHbIX 3aKNOYAETCA B CHUKEHNM
06pa3oBaHMA TOKCUYHBIX MeTaboNnUTOB, NPeXKae BCero, NeNLUMHa, a
TaK)Ke n3onenumHa n BasinHa, npeaynpexaeHnm pa3Butms
KeToauuao3a, NoparKeHnsa TKaHen roN0BHOIM0 MO3ra U BHYTPEHHUX
OopraHoB c obecrneyeHnem npoueccoB aHabonM3ama, HOpMasibHOro
POCTA U HYTPUTUBHOIO CTaTyca AeTen.



JIEHEHWUE

OrpaHMYeHmne NOCTyNNEeHMA NENLMHA, N30JENLMHA U BaNNHA C NULWEN A0
MaKCUMa/IbHO NePEeHOCUMOro YPOBHS;

obecneyeHne GU3NONOrM4ECcKom NOTPEOBHOCTU B APYrUX aMUHOKUC/IOTaX U
HEeobXoANMbIX HYTPUEHTaX ANA NpeaynpeXKAeHUa UX HeJ0CTaTOYHOCTU U
noaaeprKaHmAa aHabonmnsma;

KodpaKTOpHaA Tepanua TMaMUHOM,;

Ha3Ha4YeHune 1EBOKAPHUTUHA O1Ad YCUNTEHUA CBA3bIBAHUA HAaKaAlN/InBatOLWMNXCA
opraHnN4ecknx KUCNorT,

NCKNOYEHWE ToNoaaHuna, npeaynpexaeHme aktmaumm npoueccoB Katabonnima;

KOHTPO/NIMPOBaHUE KNCZTOTHO-OCHOBHOIO COCTOAHUA KPOBMU, npegorTspallleHneE
Pa3BUTUNA KETOALWNO034a,

noafepaHue BoAHO-3/IEKTPONIMTHOro banaHca ¢ npeaoTBpalleHnemM oTeka Mo3ra;
MHTEHCMBHAA Tepanua B Nnepmoa metabonmyeckoro Kpmsa

Tepanua neBOKapHUTUHOM. C LLeNbio YCUNEHUA CBA3bIBaHUA MeTabonmntos
aMWUHOKUCNOT C Pa3BETB/IEHHOM Lienbto 60/IbHbIM Ha ANUTENbHbIN CPOK (Hanp., Ha 3-6

MecC.) Ha3Ha4aloT KapHUTUH K3 pacyeTa 50-75 mr/kr/cyT (B 3aBUCMMOCTM OT BO3pacTa)
3a 2-3 npuema



AJIbbUHU3M

AnbbUHU3IM.

PacnpocTpaHeHHbIN HAacneaCTBEHHbIN AePEeKT NMIMEHTaLMK, 4YacTo 0OYyCNOBAEHHDbIN
nedeKTom cnmHTe3a pepmeHTa TMPO3MHa3bl, HEOBXoAMMOMN ANA HOPMAIbHOTO
MenaHnHobpa3oBaHMA. B coueTaHMM C NoparKeHneM pPas/INYHbIX OPraHOB U CUCTEM
bopmMmnpyeT HECKONBKO HACNeACTBEHHbIX CMHAPOMOB (Lnnpkosckoro-Mapronuca,
BapaeHbypra-KnenHa, Yeamaka-Xuracm).

ANb6MHMU3M TOTaNIbHbIN (r/1a30-KOXKHDbIN)

YacTtoTa 1:39 000 ToTanbHaa aenurmeHTaumA KOXKU, BONOC, r1a3, Npuyem OKpacka
OAMHAKOBA ANA BCEX PACOBbLIX FPYNMN U HE MEHAETCA C BO3pacToM. KoxKa He 3aropaer,
COBEPLUEHHO OTCYTCTBYHOT HEBYCbI, Kakne- "Mb6o NnurmeHTHbIe NATHA. CUABHO
BblpaXeHbl HUCTArm, cBeTo60A3Hb, KPACHbIM 3paykoBbin pednekc. OcTpoTa 3peHus
3HAUYUTENbHO CHUXEHA U C BO3PAacToM He yaydwaetca. CHUXKeHa pe3nCTeHTHOCTb K
nHpekumam. BoamoxHbl anunencua, becnnoaue. MNpeapacnonoXeHHOCTb K PaKy
KOXXW. TpaAUUMOHHbIE METOAbI Ie4eHMe anbbnHNU3ma HeadPEeKTUBHDbI.

PekomeHAyeTcA NCN0Nb30BaTb Pa3/IMyHble CPeacTBa 3aWMTbl OT YAbTPAdUONETOBDIX
niyyen.



NA3OKOXKHbIN
AJTbBUHUN3M

[Na30KOKHbI aIbOMHM3M ONUCBLIBAET rpynny HacaeaCTBEHHbIX
HapyLweHnin BUOCUHTE3a MeNaHMHA, KOTOPbIe XapaKTepusytoTca
OOLLUM CHUXKEHNEM NUTMEHTALMU BONOC, KOXKM U [Na3 U
PA3/IMYHbIMU [N1a3HbIMU HAPYLIEHUAMMU, B T.4. HUCTArMOM,
CHUMXXEHMEM OCTPOTbI 3peHUA N cBETODOA3HbIO.



MA3OKOXHbIN
ANbBUHU3M 1

Fna3oKoKHbIM anbbuHnam 1 NKA — 310 paccTpoicTBo, KOTOpoE
NOABNAETCA B pe3y/bTaTe MyTaLUun B reHe TUPO3MHa3bl, KOTOPbIN
HaxoauTcAa Ha 11 xpomocome.

MyTauua MOXeT NPUBECTU K TOMY, YTO TUPO3nHa3a byaet
OTCYTCTBOBATb BOBCE UM ByAeT NPOmn3BOAUTLCA MOHUMKEHHbIN
ypoBeHb TMPO3nHa3bl. B nepBom cayyae 310 byaet NKA 1A, a Bo
BTopom — KA 1B

Ba)XHaAa oTainunTenbHaa Xxapaktepuctnuka N'KA 1 — sto Hannuume
BUWAMMOMU TMNONUIMEHTALMM NPU POXKAEHMN. BONBLIMHCTBO Ntoaen C
KA 1 (ocobeHHo KA 1A) nmetoT 6enble Bonocbl, MONO4YHO-6enyto
KOXKY M ronybble paayKKu npu poxaeHnn. Pagyxka moKeT bbiTb
ronybou n oyeHb CBETI0N, OHA NPOMNYCKAET CBET U B OKPYXKatoWwem
cBeTe WU NPU APKOM OCBELLLEEHNM MOXKET NpMobpeTaTb PO30BbIN U
KpacHbIN OTTeHKN. OAHaKo, C BO3PacTOM paay*KKa 0O6bI4YHO
CTaHOBUTCA Bonee TEMHOW M €€ cNOCOBHOCTb NPOMNYCKaTb CBET
MOXeT CHU3UTbCA



MA3OKOXHbIN
ANbBUHU3M 1 A

Fna3okoKHbI anbbuHnam 1 A N'KA 1A (Knaccmuyeckui TMPO3nHaso-
oTpuuaTenbHbin TKA) — camasn Taxeénaa popma rnaso-KoxXHoro
anbbuHM3Ma.

B pesynbraTte myTauum npoayumnpytotce abcontoTHO HEAKTUBHbIN
bepMeHT TMPO3UHA3a, YTO BEAET K NOJIHOMY OTCYTCTBUIO
NPOU3BOACTBA MUTMEHTa MEeNaHMHA B TeYeHME BCEN }KU3HMU
nauueHTa.

deHoTnn — 31O HEesble BONOCHI U KOX4, U I'OJ'IY6aFI noaynpo3pavHan
paayxKa. Ha KoXKe HeT HUKaKUX NUrMeHTHbIX NU3MeHeHUn, o4HAKO
MOTYT H6biTb bECNUTMEHTHbIE HEBYCbI. N3-3a OTCYTCTBUA
NMMrMeHTaunm KoxXa TaKnxX anbbuHoOCoB He cnocobHa 3adroparb.
[ToBbIWEeH PUCK NOABEHUA CONNTHEYHDbIX OXKOroB M PaKa KOXMW.

OcTpoTa 3peHuna 0b6bIMHO CHUXKEHA. B aTom
noaTunne cBeToboA3Hb U HUCTarm Hanbonee BbipaXkeHbl. AHaIN3
BO/IOCSIHbIX IYKOBWLL, HA TUPO3UHA3Y 0ObIYHO OTPULATENBHbIMN.



MA3OKOXHbIN
ANNbBUHNU3M 1 B

Pa3Bl/IBau6TCF| B pe3y/ibTate MyTaumn reHa TMpo3mHa3bil,
KOTOPbIN NpUBOoAUT K CHUKEHUNIO aKTUBHOCTU Cl)epMEHTa
TUPO3NHA3bI.

Pasnnuma B IUrMeHTauMm MoryT BapbUpPOBaTb OT OYEHb
cNnabomn KOXKXHOM NUrMeHTaLUM A0 NOYTU HOPMANbHOM.

Y TaKuX naymeHToB MUTMeHT NPU poXaeHUmn
COBepLUeHHO OTCYTCTBYET, UTO MOXKEeT nomeLllaTb
otanuntb KA 1B ot N'KA 1A.

OAHaKo, NOCKONbKY HEKOTOpPaA TUPa3nHa3Hasn
aKTMBHOCTb BCE }Ke NPUCYTCTBYET, Y HEKOTOPbIX At0aen
MUIMEHTaLMA BOMOC, KOXKU U INa3 C BO3PACTOM MOXKET
YBE/IMYNTBLCA, @ KOXKa MOXKET HayaTb 3aropaTtb Ha CO/HLLE.



MA3OKOXHbIN
ANbBUHU3M 2

3T0 Hanbonee pacrnpPoOCTPAHEHHbIN TUM
anbbmnHM3ma BO BCex pacax. ITo 3aboseBaHme
TaKXe ayTOCOMHO-PeLLecCUBHOE, HO
JIOKA/IN3yeTcA Ha APYron Xpomocome.

Mpu N’KA 1 myTauma nopaxKaet reH, KoANPYHoLLNM
depMeHT TUPO3MHA3Y, B TO Bpemsa Kak npu KA 2
noparkaeTca reH, Koampytowmnm P-benok, a
CUHTE3 TUPO3MHA3bl OCTAETCA HOPMAJIbHbIM.



MA3OKOXHbIN
ANbBUHU3M 3

Kannnyecknm peHotnn y appuUKaHCKMX NaLUEHTOB —
CBETNO-KOPUYHEBAA NN PbIXKEBATO-KOPUYHEBAA KOXKa U
BOJ1OCbI, U KOPUYHEBO-TONYDOblIE pPaayKKW.

3puTtenibHaA CUCTemMa He NOJIHOCTbIO COOTBETCTBYEeT
AnarHosy KA, NOCKONbKY Yy HEKOTOPbIX NALUEHTOB
OTCYTCTBYIOT NPO3PaAYHOCTb PaAYKKU, HUCTArM,
Kocornasue.

HapylieHunit B paboTe oNnTMYECKUX HEPBOB HE 3aMeYeHo,
O3Ha4an oHO U3 ABYX: MO0 3TO He HacToALW NI BUA,
aNbbMHM3Ma, NMBO r’MNONUrMeHTaLMM HeJO0CTaTO4YHO
AN nocneoBaTe/IbHOro U3MEHEeHUA Pa3BUTUA
ONTUYECKOro Heps.a.









TUPOSUHEMUU E 70.2

OcHOoBHbIM aedeKTom aBnseTcs aeduunuTt oKcnaasbl p-rugporcndpeHun-
NMMPOBUHOTPaAHOWU KUCNOTbI, NPUBOAALLEN K TUPO3SUHEMUU U TUPO3UHYPUMN.

OCHOBHblEe CUMMNTOMbI:

- peunamempyrolLaa TMXopaaKa;

- HEBPONOTMYECKNE HApYLUEHNA OT rTMNepBo3byaMMOCTU A0 NeTapruu;

- renaTocnAeHoOMeranama c yseanyeHmem obbema KnMBOTa, Pa3BUTUEM LIMPPO33;

- OTCTaBaHueE B (I)l/I3l/NeCKOM Pa3BUTUN. B TepMMHaﬂbHOVI CTagnu H86}'II-O,£I,3I-OTCFI
dHEMMUA, KEeNTYXa, MeJIEHA, TreMaTypuna, Anapenf, sSKXMMo3bl. I'IpM XpOHl/NECKOlz
cboplv\e TeyeHuAa 3aboneBaHuA Ha6J'II-O,D,aI-OTCFI npoAasieHnA anI/ITOI'IO,EI,O6HbIX
3aboneBaHumn (OCTGOI‘IOpO3, OCTEOMaJ'IﬂLI,VIFI), Aa/iee pa3BnUBaeTCA nNne4yeHo4YHaA
HENOCTATOYHOCTb.

YMCTBEHHAA OTCTAaNOCTb N HEBPOJIOFMYECKME N3MEHEHMUA - HEMOCTOAHHbIE
NpuU3Hakn. AMMHOaumMaypuAa. NMpoaonKnTenbHOCTb XXU3HM O0Koso 10 ner.



TUPOSUHEMMWUA 1 TUIA

B ocHOBe natoreHesa NexuTt gedekT pepmeHTa
dymapunayertoaueTasbl. B pes3ynbrate reHeTUYECKOro
nedekrta mytaumm 6enka, Kogmpytowero FAH, pacnaa
TUPO3MHA OCYLLECTB/IAETCA NO a/IbTePHATUBHOMY
naTonornyeckomy nyTtm, c obpasoBaHmem
BbICOKOTOKCMYHbIX U KaHUEepOoreHHbIX CYKUWMHUNALETOHA,
Mmaneunaueroauerarta, pymapunaueroauerara.

[MaToreHe3 HT1 TMna 3akato4aeTca B MHTOKCUKaUUm
NPOAYKTaMM aHOMa/IbHOTO pacrnaaa TUPO3UHaA -
dymapunauyetoaLeTaToMm N ManenaaueToaLeTatom n ux
KOHEYHbIMN MmeTabonntTamm — CYKUMHUNALETOHOM U
CYKUMHMNALUETOALLETaTOM, KOTOPbIE ABNAOTCS
MUTOXOHAPWUANbHbIMU TOKCUHAMM, TOPMO3AT
dochopunmpoBaHme n 610KkMpytoT UMKA Kpebca



TUPOSUHEMMWUA 1 TUIA

HakonneHue 3TUX TOKCMHOB NPUBOAUT K NpOrpeccupyoemy
3a60/1€BaHNIO NEYEHU C PA3BUTMEM NEYEHOYHON HEAO0CTAaTOYHOCTH,
uuppo3a, Tybynonatum c bopmmnpoBaHUEM peHasbHOM TybynonaTtun,
rmunogdocaTemMmyeckoro paxmrta, cuHapoma PaHkoHU. OcTpan
TUPO3NHEMUA COMNPOBONKAAETCA PA3BUTUEM FMNEPTPOPUYECKON
KapauommonaTtum



TUPOSUHEMMWUA 2 TUIA

KAnMHMYeckmne npoasaeHna BK/IOYAIOT NOBbIWEHHOE
cogepskaHme TMpo3nHa B nnasme (4-5 mr/100 mn),
XapaKTepHble Nopa*KeHusa rnas n Koxxu. OTMmevanncb Takxe
Cy4Yaun YeHOBpeaAnTeNbCTBA, HaPYLLEHUA TOHKOM
KOOPANHALUNU OBUKEHUN.

TuposnHemmna tuna |l npoasnAaeTca Tak»Ke CyaopPOXKHbIM
CMHAPOMOM, PACCTPONCTBOM AbIXaHMA, HEAOCTAaTOYHOWN
NMUTMEHTaUMNEN KON, MHOTAA YMEPEHHOW 3a4EPKKOU
YMCTBEHHO-NCUXMYECKOTO Pa3BUTUA.

Y 60/1bHbIX OTMEYaITCA TMNepKepaTo3bl IalOHEN U CTYNHEN B
nepsble MecsiLbl }XU3HW, 3PO3UA POroBuLLbl, BeayLlas K ee
MOMYTHEHUIO. BHYTPUKNETOUYHaA KpUCTannmsaumsa TMPO3UHa
MHULMUPYET BOCMNaIUTEIbHbIe NPOLECChl.






OVNATHOCTUKA

Mpn Noao03peHnN Ha TMPO3UHEMMUIO
PEKOMEH0BAHO onpeaeneHue coaepKaHus
CYKUMHWIALETOHA B MOYE M NJ1a3ME KPOBMU

OnpepneneHuve coaepaHnUsa aMMHOKUCAOT (B
nepByto o4yepeab TMPO3MHA, PeHUNaNaHNHA,
METMOHMHA) B CYXOM MATHE KPOBU METOA0M
TaHAeMHOM macc- cnektpomeTtpun (TMC) nnm B
Naa3me KPoBM XpomaTtorpadpmnuyeckmm mMmeToa0M.

Onpepnenenune anbda-petonporenHa (APIM) B
CbIBOPOTKE (MM NNa3me) KpoBu



JIEHEHWUE

Ana neyeHuna HaCﬂe,ﬂ,CTBEHHOVI TUPO3UHEMUU TUI | peromeHa0BaHA
NOXNM3HEHHAA NaToreHeTn4eCcKana Tepanmna npenapatom HUTU3IUNHOH B
co4YeTaHMM c HM3KobenkoBomn ,u,meToﬁ N HAa3Ha4YeEHUNEM

cneunannanpoBaHHbIX MNMPOAYKTOB HA OCHOBE cmeceu dMUHOKWMCANOT, HE
cogepXrawmx TMpo3nH U (I)eHMI'IafIaHl/IH



HACNEAOCTBEHHDbIE BOJIE3HMWU,
CBA3AHHbIE C HAPYLWLEHUEM
AMNnMAHOIroO ObMEHA

bone3Hu HaKornaeHuUsA (Te3aypucmosbl) - BHYTPUKIETOUHbIE
MNUA03bl, NPU KOTOPbIX HabtogaeTca NPeMMyLLEecTBEHHOE
nopaxKeHue KNeToK Mo3ra U BTOPMYHO B NPOLLECC BOB/EKaOTCS
npoBoAsALLMeE NYTH.

AmMaspomuyecKue uéuomuu - rpynna AMnnao03os,

XapaKTEPU3YIOLWMXCA HAIMYMEM B Pa3HbIX BO3PACTHbIX Nepuoaax
cneayroLmx obLwmx Nnpru3HaKos:

- NporpeccupyloLee CHUXEHUE 3peHus;
- pa3BUTUE AeMEHLMUN; CacTUYecKMe napanmyu;

- CMMNTOM “BULUHEBOMN KOCTOUYKN” - BULLHEBO- KPacHOE NMATHO Ha
ceTyaTKe n1asa.



dopmbl:

1. BpoxkaeHHasa ¢opma HopmaHa-Byaa;

2. PaHHepeTcKana (MHPaHTMABHAA) dopma Tes-Cakca;

3. No3aHepeTckaa dopma bunbmosckoro-AHCKOro;

4. OHoweckaa popma batreHa-lLUnnnbmenepa dorra-LerpeHa;

5. Mo3sgHaa ¢opma Kydca.



BbOJIE3Hb HUMAHHA-INUKA
(COMHTOMUEJTMHOBbLIN
nmMnmnaos)

Mpoucxoaut HakoneHne AaMnuaa cUHrommenHa n BTOPUYHO MUennHa B
KNeTKax HEPBHOM TKaHM (NPenMyLLECTBEHHO B FTOIOBHOM MO3r€e) U
NMapeHXMMaTo3HbIX OpraHax (neyeHu, ceneseHke).

KanHuka:

- bonesHb npoasnseTcs B 4-6 mecsues;

- renaTtocnjeHomeranus;

- BTOPUYHaA rmnoTpodua BCieacTBMe NOBTOPHbIX PBOT M OTKasa OT Npuema nuuu;
- KOYKa KODEMNHO-KEeNITOMN OKPACKMU;

- OTCTaBaHWEe B HEPBHO-NCUXNYECKOM PA3BUTUM;

- TNyXoTa, cnenota; - y 20-30% aeten cumntom “BULLHEBOW KOCTOYKKU”;

- CHMXKEHUE PEe3NCTEHTHOCTU K MHPEKLUMOHHbIM 3ab0neBaHMAM;

- NeTa/IbHbIN UCXOA K 3 rogam;

HacnepnoBaHue dYTOCOMHO-peueccCnBHoOeE.



bonesHb HUmaHHa-lnKa — peaKoe HacneaCTBEeHHOe
HeMpoBucuepanbHoe 3aboneBaHue, Bbi3biIBa€MOE MyTaLMAMM B reHaX
SMPD1, NPC1 n NPC2 c nocnegyrowmm HapyLleHnem BHYTPUKNETOHYHOro
TPAHCNOPTa AMNUAOB N HAKOMNJIEHMIO XON1eCTEePUHA U
MUKOCOUHTONMNNA0B B FOJIOBHOM MO3re U APYrnx TKaHAX.

Pa3Butme BapmaHToB A n B 6onesHn HumanHa-Muka (BHM-A, BHI-B)
CBAAI3aHO C MyTauMaMU B reHe couHrommennHpocpogmacrepasbl | (SMPD-
1), KOTOPbIN KOAUPYET PEPMEHT — KUCAYIO chUHrommenmHasy (ASM).

Passutme tnna C 6one3Hn HumaHHa-lNMunka — HapyLweHue CTPYKTYpbI
TpaHCcMeMbpaHHOro 6eskKa, y4acTBYHOLLEro B NEPEHOCE IK30reHHOro
X0JsiecTepmHa n NpUBoAALWMMM K HAPYLLEHUIO CTPYKTYPbI
XO/IeCTEPUHCBA3bIBAlOLWEro benka



KNACCUPUNKALNA

BbiaenatoT KAMHUYECKyo Knaccmdukaumm no tunam bHI:
bone3Hb HumaHHa-lNnKa, Tnn A;
bone3Hb HMmaHHa-IMnKa, TMn B;
bone3sHb HUmaHHa-lNuKa, Tun C;

bonesHb HumaHHa-lNunKa, Tnn [j

KAMHWKo-reHeTu4Yeckme nccnegoBaHua Nno3Boanaun paspaboratb
COBPEMEHHYI0 Knaccudpukaumio BHIN no reHeTMYecKMm mapKepam:

bonesHb HMmaHHa-l1Ka, cBA3aHHaA c reHom SMPD1, KoTopaAa BKAtOYaeT
B ceba Tmnbl A n B;

BonesHb HumaHHa-Muka, TMN C, KoTopbin BKAtoYaeT B ceba Tunbl C1 (reH
NPC1) n C2 (ren NPC2, Takke obycnosuno passutme bHI, Tun ).



bHIT-A

nepsble NPM3HAKN HAYMHAOT NOABAATLCA C 3-X MECALLEB,
ObICTPO Nporpeccupytolllee TeyeHmne, nNeTasbHbli UCXoA, K 2-M
rogam.

COMaTUYECKME HapyLUEHUSA: aHOPEKCUS; CHUMKEHME MACCh
Tena; 3ageprKKa GrUsnyeckoro pasBUTUA, POCTa;
renaTtocnjeHoMeranums; XonectaTmyeckas »Kentyxa
HOBOPOXAEHHbIX; MHPUALTPATbI B NETKUX; aHEMMUA,
BOCKOBUM/AHAA KOXKa C }KENTO-KOPUYHEBDLIM LIBETOM Ha
OTKPbITbIX YacTAX Tena.

HeBPOIOTM4eCKkne HapyweHnAa: CHNxXeHmne oCTtpoTbl 3peHUA,
Cnyxa Ao NOJIHOM NOoTEPU, 3a4epPKKa NCUXUYECKOro, pevyeBsoro
Pa3BUTUA, LEeHTPA/IbHbIE MapPeE3bl, perpecc A4BUrate/ZibHoOro
Pa3BUTUA, HA TNMa3HOM AHe BMLLIHéBO-I-(paCHbIe MNATHA.



bHI1-B

nepBsble NPU3HAKMU HAYMHAIOT NOABAATLCA B AETCKOM
BO3pacTe, MeAJIEHHO NpOorpeccmpytoLLlee TeyeHue,
NeTaNnbHbIN UCXOA, BO B3POC/IOM NEPUOAE.

COMaTUYeCKMe HapyLLeHUA: XxonectaTnyeckasn
YKeNTyXxa HOBOPOXKAEHHbIX; X0NecTas
HOBOPOXAEHHbIX CO CNOHTAaHHbIM Pa3peLlleHneM;
nocTeneHHoe pas3BuUTUE LMpPPO3a NeYeHn; acumT,
yBe/IM4YeHne OKPYKHOCTU }KMBOTA; NopTabHan
rmMnepTeH3na; neyeHo4YHass HeJOCTaTOYHOCTb;
3a/lep)KKa pocTa; HapyweHue GyHKUUIA Nerkux;
YyacTble BOCnannTeNbHble 3aboneBaHNA NEerkux.



EHM-C (HEOHATA/IbHAA
®OPMA)

|_|pl/|3HaKI/I HAYMHAOT NOABNATLCA A0 3 MeCALEB, JIeTa/IbHbIN
NCXod Ha nNepsom rogy XKmM3Hu

COMaTnvyeCKkmne HapyweHmnAa: BoaAHKa naoada,
NPONOHTMPOBAHHAA XKENITYXa, dHOPEKCHUA,
cnnaneHorenatomeraanaga, 1erovHble I/IH(I)I/IJ'IpraTbI, neyeHo4yHad
U AbiXaTe/ibHAaA HEAOCTATOYHOCTb

HEBPOJIOTMYECKME HAPYLLUEHUA: UEHTPaIbHAA MblLLEYHasA
rTMNOTOHUSA, 334€PHKKA MOTOPHOIO Pa3BUTUA, HAADBAAEPHbIN
BEPTUKANIbHbIN odTanbmonapes, amcparma, AMCNHO?.

NCUXMATPUYECKME HaPYLLEHUA: 3a4ePrKKa NCUXMYECKOTO
pPa3BUTUA



BEHM-C (MO3AHAA
MJTALEHYECKAA ®OPMA)

[MPM3HAKM HAYMHALIOT NOABAATLCA OT 2 IET A0 6 NIeT, IeTaNbHbIN
ncxop, Ao nybeprtaTHOro nepuoaa

COMaTUYeCcKme HapyweHus: (renaTto) cnieHomMmeranuna, Ha No3aHMX
cTaamnax 3aboneBaHns cepAevyHO-COCYANCTAA U AblXaTe/ibHasA
HeAO0CTaTOYHOCTb

HEBPOJIOTMYECKUE HAPYLLUEHUA: HEYKNIOXKECTb, aTAaKTUYECKNI
CUHAPOM, HapYyLLUEHMNE NOXOAKU, AUCMETPUSA, ANALOXOKUHES,
An3apTtpua, aucdarua, HagbagepHoit odpTasibmonapes ¢
HapyLeHNnemM BEPTUKANbHOIO B30pa, bynbbapHbIn,
nceBaobynbbapHbIN CUHAPOM, CYA0POTrN, CMAaCTUYECKUN Tepanapes,
NONMHEBPONATKA, KaTaniekcua (renactmyeckas)

NcuxmaTpmUyeckne HapyLeHus: 3aJepKKa/perpecc pe4yeBoro
PasBUTUA, 3a4ePrKKa NCUXNYECKOTO PasBUTUA.



EHM-C (FOHOLWECKASA
®OPMA)

[MTpU3HAKKM HAUMHAIOT NOABAATLCA OT 6 A0 15 neT, neTanbHbIN NCXOA,
no 30 net

COMaTUYeCcKMe HapyweHus: (renaTto)cnaeHomeranms

HEBPO/IOTMYECKNE HAPYLIEHMA: HAPYLUEHME LLKONbHOM
YyCreBaeMoCTH, PErpecc KOrHUTUBHbIX GYHKLMIN, MO3XKe4YKOBas
aTaKCuA, HapyLweHMne NOXOAKU, ANCMETPUA, ANALO0XOKUHES,
AN3apTpuA, HaabAAepPHbIN odTasibMoONapes ¢ HapyLweHnem
BEPTMKa/IbHOIO B30pa, CYyA0pPOrn, AUCTOHUYECKME N XOpeNPOpPMHbIe
rmnepKkuHesbl, ancdarus, geuepebpaymoHHaa pUrnaHocCTb.

NCUXMATPUYECKNE HAPYLLIEHUA: TMYHOCTHbIE HapyLeHUs, CUHAPOM
nednumTa BHUMAHUA C rTMNepPakTUBHOCTbIO, HapyLLUeHMe NoBeaeHUs,
PACCTPOMNCTBO SKCNPECCUBHOM peyn, AeMeHLUA, NCUXO03bI,
KaTaToOHWA, pacnaj IMYHOCTU, PE3UCTEHTHOCTb K TEPanuu.



EHM-C (B3POC/IAA ®OPMA)

[1lpU3HAKM HAUYMHALOT NOABAATLCA B Bo3pacTe 30-40-70 ner.
COMaTUYeCKUe HapyLLUeHUA: CnaeHoMeranma.

HEeBPONOrMYEecKMe HapyLLIEHMA: MO3XKeYyKoBana aTakcus,
AUCMETPUA, ANaNOXOKMHES, AN3aPTPUS, HaAbAAEPHbIN
odTanbmonapes c HapyLleHMem BEPTMKa/IbHOro B30pa,
AUCTOHUA, TUNEPKUHESDI.

NCUXMUATPUYECKME HaPYLLUEHUA: PACCTPOMNCTBA TOPMOXKEHMS,
NAAHUPOBAHUA U OPraHM3aLUN, CHUKEHNE KPUTUYECKOM
CaMOOLLEHKM, HapyLleHMNe KOTHUTUBHbIX GYHKLUUN, AeMEHLUA,
0bceccnBHO-KOMMNYNbCMBHOE PAacCTPONCTBO, NCMXO3bl CO
3pUTENIbHOMN, CZIYXOBOMW ranntoumHaumnamm, bpegosomn
CMMNTOMATUKOMN, AeNpPeccus, PE3NUCTEHTHOCTb K Tepanuu.
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OVNATHOCTUKA

JTabopaTopHble nccnegoBaHuA:
OAK (TpombountoneHums);

BMoOXMMMYECKMN aHaNM3 KpoBu (noBbilieHne akTnsHocTn AT, ACT;
ymeHblieHune xonectepuHa JIMNHM v JINBI B n1azme KPpoBU M MoBbilWeHue
N13a3MaTUYECKUX TPUTANLEPUAOB), CHUMNKEHNE YPOBHS PEPMEHTOB B KY/IbTypeE
dnbpobnacTtoB NN nenkoumuTax;

npeageneHne aktTUBHOCTHU (I)epMEHTa XUTOTPUNO3NOA3a B MN1asme KpoBu:
3Ha4YnTeENbHOE NoBblIWLEHNE aKTUBHOCTU MNMPU BHI1 B geTckom BO3pPacCTe,

onpeaeneHne akTMBHOCTU pepmMmeHTa COUHTOMUETMHA3bI B IEMKOLIUTAX
Kposu: npu BHIM-C HoOpManbHbIN UK CIEerKa NOBbILWEHHbINW YPOBEHb; NPU
BHI-A n BHI-B — 3HaynTenbHOE CHUXEHUE aKTUBHOCTU;

OKpackn GUANNUHOM KynbTypbl GnbpobaactoB n3 bMoncnm KoXm nauneHTa,
MA3KOB KPaCHOro KOCTHOro mosra: ¢payopecueHTHOE CBeYeHune
NepUHYKNEeapPHbIX CKOMAEHUN HeaCcTepNPULMPOBAHHOIO XO1IeECTEPUNHA;

MONEeRKYyNApHO-reHeTu4eCkne nccnegosaHuA



JIEHEHWUE

HemegnkameHTO3HOE neyeHue:
PeXUM OHA;
[IMeTa C orpaHndyeHmnem amcaxapunaos (ana naumneHtos ¢ BHM-C nonyyatowmx CPT) .
OTKa3 OT KypeHUA, Npnuema aaKoroabHbIX HANUTKOB;
cMcTeMaTUYecKmne 3aHATUA nedyebHon PU3KYNbTYPOIA.
MeaukameHTO3HOe siedeHue:
Ona BHI — A, BHI-B npumeHAaoT cumntTomaTmnyeckoe nedeHue. lNpwu
HeobxoanmocTtun, npu bHIM-B npnmeHAOT TpaHCNNAHTALMIO KOCTHOFO MO3ra, NeYyeHun

(ana naumeHTOB H6€3 NOparkeHnAa HeEPBHOM CUCTEMDI)

Ona BHIM — C ansa KoppeKkuumn nporpeccnpyolinx HeBPOJIOrM4YECKMX HapyLLEeHUN

pa3paboTaHa cybcTpaT — peayuupylowan Tepanua 3aBecKa, a TaKXKe NPUMEHSIOT
CUMMTOMATUYECKYIO TePanuto

AHTUKOHBY/IbCAHTbI, aHTUAENPECCAHTbI, HEMPONENTUKM
MwuopenaKcaHTbl
MPobNOTUKK N depMEHTDI

HooTponbl U HEMPONPOTEKTOPbI



5OJIE3Hb FOLLE
(LEPEEPO3U.003)

HakonneHune nunuaa rnokouepebposnaa 8 peTnKyo-
3HAO0TeNnanbHOM cucteme. KnnHuka:

- renatocnaeHomerasinAg,

- NPU LUTONONMYECKOM UCC/IeA0BaHUN OOHApYKEHNE KNETOK
[olWe - PETUKYNAPHbIE KNETKU, TMCTUOLUTbI;

- NOPa*KeHMe HEPBHOM CUCTEMbI - CYAOPOKHbIN CUHAPOM;

- N3MEHEHMA B KPOBU (CHMMKEHME KONIMYECTBA JIEMKOLUMTOB,
TpOM)60LI,I/ITOB B KOCTHOM MO3re, 0OHapYKMBAKOTCA KNETKU
[owe);

- apTPUTHI;

HacnepoBaHMe - ayTOCOMHO-A0OMWHAHTHbIN TUN.



BonesHb lowe (blN) —nn3ocomHan 6one3Hb HAKONNEHUSA, B OCHOBE
KOTOpOW nexxut aedeKTt reHa GBA, Kogmpyowero 1M30COMHbI
depmeHT B-D-rntoko3naasy (rnrokouepebposnaasy), OTBETCTBEHHDIN
33 KaTabonn3m AMNMAaoB..

MpucyTcTBMe ABYX MYTaHTHbIX annenei reHa GBA accoummnpyetcs co
3HAYUTE/IbHbIM CHUXXEHMEM KAaTaUTUYECKOM aKTUBHOCTU
rnoKkouepebpo3ngasbl, PYHKLNA KOTOPOU 3aK/1H0HaETCA B
Aerpagaumm rmmKocPMHronmnmnaos A0 rHOKO3bl U Lepamuaos.
Jednunt pepmeHTa NPMBOAUT K HAKOMJIEHWUIO B IN30COMaAX
MaKpo¢paros HEYTUNIN3UPOBAHHbIX IMNMAO0B U 06pa30BaHUIO
XapaKTEPHbIX KNETOK HaKonaeHua (Knetok lowe).

CneactemMem AaHHOro meTabonnyeckoro gedpekTa ABnATCA:
XPOHMYECKaA aKTMBaLUMA MaKpodarasbHOM CUCTEMbI, ayTOKPUHHAA
CTUMYNALMA MOHOLMTOMNO33a U yBeNn4YeHmne abcontoTHOro
KO/IMYecTBa MaKpodaros, HapyLeHne PerynaTopHbIX PYHKLNN
MaKpo@aros.



5F 1 TUM (B NIOE0M
BO3PACTE)

renaTocnaeHoOMeraaus,
reMopparnyeckni CUHAPOM,
KOCTHble 6011 (KOCTHbIe Kpu3bl),

HapyweHne nogBsnKHOCTU B CYCTaBakX, O6YCJ’IOBI'I€HHO€
dCenTn4eCKMM HEKPO3OM,

NnaTtonorM4yeCKne nepenombl,
3aepPHKKa (I)M3MLIGCKOI'O MU NOJZ1I0OBOIO Pa3BUTUA,

aCTEeHMNYEeCKnm CUMHAOPOM



5F 2 TUM (HAYMHASA C 6
MEC)

renatocnaeHomMeraiama,

HapyLeHWe rNoTaHmA, NonepxmeaHne, YacTo OCNOXKHAOWMeECA
acnUpauMoHHOW NHEBMOHMUEWN;

Tpu3Mm, bunatepanbHoe GUKCUPOBAHHOE KOCOrNasue,
NPOrpeccnpyroLLLas CNacTUYHOCTb C PeTPaKLUEN LWew,
runeppednekcua, NnoNoKUTENbHbIN cMMNTOM BabuHCKoro u
Apyrve natonornyeckne pedpneKcol;

nporpeccupytoLlas 3aaepHKKka NCUXOMOTOPHOro PasBUTUA U
noTteps paHee NPMObpPeTEHHbIX HAaBbIKOB;

TOHUKO-K/IOHUYECKME CYA0POKHbIE MPUCTYNbI, PE3UCTEHTHbIE
K NPOTMBOCYAOPOXKHOM TEPANnm



53 TUM (6 — 15 JIET)

OKYNOMOTOpPHbIE PAaCcCCTPOMCTBA;

CHUXeHUe nHTennekTa (0T He3HaYUTEeNbHbIX
N3MEHEHUN A0 TAXKeNon AgemeHunn);

3KCTPANMpamMmnaHaa PUrMaHoCTb;
MO3KEYKOBbIE HaPYLUEHUS;

PACCTPOMUCTBA PeYU, NUCbMA;

noBeaeHYEeCKME U3MEHEHMA, INN30Abl MCUXO033;

MMWUOKNOHWUWN, TeHepasIn30BaHHbIe TOHMKO-
KNOHUYECKMe Cyaoporu.






OVNATHOCTUKA

TpOM6OLI,I/ITOI'IeHI/IF|, JIEMKONEHUA U dHEMMUA, KAK
npoAasaeHnAa rtnepcnieHn3mMa

N\opcbonormqecr(oe nceneagoBaHmMe KOCTHOINro Mmos3ra

onpeaeneHne aktMBHocTu B- D-rntokosmnaassol B
nenKouuTtax nepmndpepmnyeckon Kposu

MOJIEKYNAPHO-TeHeTUYeCKoro nccneoBaHuA:
BblABNEHME MmyTaummn B reHe GBA metoaom
CEKBEHUPOBAHUA KOANPYIOLWMX N NpUaeraroLmx
MHTPOHHbIX 0bnacTen

OLLeHKa YPOBHA CbIBOPOTOYHOTO GeppuUTUHA,
aHTMOTEH3UHNpPeBpaLlatowero pepmeHTa, XeMOKUHA



JIEHEHUE

1. No*kM3HeHHasa pepmeHTHaA 3amecTuTtenbHas Tepanma (P3T)
peKkomMbMHaHTHOM rntoKouepebpo3ngasom

2. Conn Kanbuma un pocdopa



JIENKOAUCTPODUU

Jlelikoducmpodgpuu - rpynna 3aboneBaHnit HEPBHOM CUCTEMBbI,

XapaKTepum3yoLWmMxca Nporpeccupylowen aemmenmHmnsaumen
6enoro Bewecrsa mo3ra BC/ie4CTBME HAPYLLUEHUS

meTabosn3ama nmnmnaos, ydactsyrowmnx B CUHTE3E U obmeHe
MNenHa

KAnHuyeckne npusHaku: HapacTatowme nMpamuaHble,
MO3XKEYKOBbIE, SKCTPaNnMpamMmmnaHble pacCTPoOMNCTBa,
bynbbapHblie u nceBaobynbbapHble CUMNTOMbI; CHUMKEHME
3PEHUA U CAYXa; INUNENTUYECKME NPUNALKU;
nporpeccupytoulee cnaboymme.

3aboneBaHme Yallle HAYMHAETCA B AOLWKObHOM BO3pacTe,
HeKoTopble GpopMbl B NepBblie MecsALbl U rogbl *}KU3HW.



rnobougHokneToyHana nemkogucrtpoduna (bonesHob
Kpabbe), nedeKt ranakrosnauepammiasbl)

3aboneBaHune nposasaseTca B 4-6 mecaues, OTMeYaeTcsa
NOBbIWEHHAA Pa3gparKNUTeNbHOCTb, rmneppedaexcus
MbILLL HUXKHUX KOHEYHOCTEN, BO BpeMA KPUKA -
NPU3HaKM aeuepebpauMoOHHON PUTMOHOCTM.

K 6-8 mecauam noasnaeTca HUCTAarm, BO3MOXKHO
PAa3BUTME CNEMNOTbI 33 cHEeT aTPOPUUN 3PUTENIBHOTO
HepBa. [lo3aHee pa3BMBaeTCA MbilleyHaa rMNOTOHMUA,
McHe3arT CYXOXKUNbHbIE pedaeKcsl.

JleTanbHbIN ncxon, Ao 2 ner.

Tnn HacnhepoBaHUA - ayTOCOMHO-DELLeCCMBHbIl)JI.
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MeTtaxpomaTtuuecKasa nemkoguctpodua (nedbnumnt
apuncynbdartasbl A)

NHPaHTUNbHAA dopma KIMHUYECKU npoasaseTca B 12-
16 mecAaues, AeTn NepecTatoT XOAUTb, CUAETb - TEPAIOT
npnobpeTeHHble HaBbIKK, OTMeYaeTca Pa3bonTaHHOCTb
CYyCTaBoOB, Ancdarna, HUCTarm.

[Mpu toBEHUIBHON POopMe BEAYLLMM CUMITOMOM
ABNAETCA MO3XKe4yKoBada aTakcma. Y B3pOCabIX
3aboneBaHME MOKET NPOTEKATb C MOPAXKEHUEM
6a3a/iIbHbIX FAHI/INEB.

TN HachegoBaHMS - ayTOCOMHO-PELLECCUBHDbIN.






Neukopaucrpoodusa Nenuueyca-Mepubaxepa
(nMnodunmH-npotTeonnnNnAaHbLIN 6€NoK MnennHa)

3abonesaHue npoasnaeTca ¢ 4-6 mecsaues pa3BUTUEM
MPU3HAKOB MO3KEYKOBOM aTaKCUU, HUCTArma,

CMacTUYECKUX Nape30B U KOHTPAKTYP CYCTaBOB HUMKHUX
KOHeYHOoCTen. YMCTBEHHOE pa3BuUTUE He CTpadaeT.

CpeaHAAa NpoaOKNTENIbHOCTb KU3HU - 16-25 nerT.

Tnun HacnhepoBaHMA - X-CUenN/IeHHbIN peLeCcCUBHbIN.






FT'MNEP/INTNOINPOTENLZEMUU

lunepnunonpomeudemuu XapaKTEPU3YIOTCA OXKUPEHUEM,
PAaHHMM Pa3BUTUEM aTEPOCKNEPO3a U CepAEYHO-COCYANCTON
natonornen. Hanbonee pacnpocTpaHeHbI
rmnepaunnonportenaemun |, I, V tmnos.

KnnHnyeckue npoABIEeHUNA:

- pa3BMBaETCA KCAHTOMATO3 C OTIOKEHUEM NUNNA0B B TKAHAX
M opraHax (B 061acTu axnunnoBa CyXOXKUAUA, TOKTEBbIX U
KOJIEHHbIX CYCTaBOB, KUCTEN PYK, Ha Aroguuax);

- abapoMMHaNbHAA KONMKA, INXOPAA0UHbIE COCTOAHUS; -
NIeMKOUUTO3; - renaTtocnieHoOMeraaus;

- TInnemMmuA, nosbilleHNe ypoBHA XxonectrepmHa, imnnaos,
Tpuranuepmnaos.



FT'MNEP/INTNOINPOTENLZEMUU

Mpynnbl PUCKa MO Pa3BUTUIO TMMEPAUNONPOTENAEMUN: CEMbBU, Tae:

1) PoAcTBEHHUKM € MOMIOAbIX NET CTPadanu cepaeyHo-cocyancTbiMm
3abonesaHMaAMMN.

2) BcTpeyaeTtca Bereto-cocyamncTtan AUCTOHUS

3) BcTpeyaeTca KOXHbIN KCaHTOMaTo3 (BYropKu XenTo-oXpAHOro LBeTa,
NNOCKKe, OoT bynaBoYHOM ronosku Ao 1,5 --2 cm B Anamerpe,
CAnBAtoTCA).

[AnarHocTmKka runepannonpoTenaemmm:.

1. Onpegenenne nunmaos (metoa xpomatorpadpun);

2. OnpepgeneHne xonectepuHa, TPUrANLEPMNA0B, NTMNONPOTEUAOB.
3. MeToga, ynbTpaueHTPpUPyrnpoBaHums.

4. MeToa, UMMYHOXMMUNYECKUI.



FT'MNepP/iNNOrNPOTENZEMUU

CemenHasa runepxonecrepuHemma Yacrora - | : 500.
AyTOCOMHO-A0OMMUHAHTHbIN TUN Hac/le40BaHUA.

XpaKTepusyeTca paHHUM aTepPOCKAepPO3nPOBaAHNEM KOPOHAPHbIX cocyaos (Ha 3-4 roay
¥KM3HU), KCAHTOMaMM Ha CYXOXKUUAX, POroBuLe.

CemeitHaa runepamnugemma Yacrtora - | : 100.

AyTOCOMHO-A0OMMHAHTHbIN TUN HacneaoBaHUA.

XapaKTepusyeTca OXUpeHnem, cepaeyHo-cocyancTom natonornen.

CuHppom JloypeHca-MyHa-bapae-bugna

XapaKTepHbl: 0XXMpeHue (NoABNAETCA HA NEePBOM roay *KU3HU U C BO3PaCcTOM
NporpeccupyeT), NUrMeHTHasA AereHepaumna ceT4aTKM C UCXOA0M B HOUYHYHO CAENOTY U
NOJIHYIO NOTEPHO 3PEHNA, YMCTBEHHAA OTCTANOCTb, MNOANAAKTUAUA, TMNOTOHAAU3M (Yalle Y
MaJIbYMKOB).

BO3MOKHO HaMYMe NaToNOrMm BHYTPEHHMX OpPraHoB (Yalle noyek u cepaua).

Tun HacnegoBaHMUA - ayTOCOMHO-PELLECCUBHbIN, HO NpeanosiaraeTca ayToCoOMHO-
AOMWHAHTHOE NN MyNbTUPAKTOPMabHOE Haced0BaHMe.

YactoTa B nonynaunmn He n3BeCTHa.



EOJIE3Hb NOYPEHCA-MYHA-
BAPAE-EMANA

MuHMManbHbIE ANarHoCTnuyeckmne npusHakn: oxxmpeHue,
MnMNoroHagn3am, yMmCcrseHHafa OoTCTas/10CTb, MUTrMEHTHaA AereHepauyunA
CETYATKU U NONNOAKTUNUA.

Hanbonee yacTtbin NMPU3HAK — MUITMEeHTHaA AereHepauna CeT4aTKU.

OXupeHune otmevaeTtca y 91%, noasnaetca Ha 1-m roay um
nporpeccupyer.

B 86% cny4yaeB BblABASETCA YMCTBEHHAA OTCTA/I0CTb, KOTOPAs MHOTAA
COYETaeTCA C CyA0opPOoramm, SKCTpPanMpaMmmaHbiMU HapyLLEHUAMMN.

Y 75% cnHpaktMmma n bpaxmaakTuama.

[MnoreHeTanmsam B 66% cayyaes 1 Yalle AMArHOCTUPYETCA Y L,
MYKCKOTO nona.

13 NOPOKOB BHYTPEHHMX OPraHOB XapaKTepHa NaTo/0rMa NoYekK
(Ancnnasma, KUCTbl, HEDPOCKIEPO3, TMAPOYPeETEP, TMAPOHEDPO3,

rnomepynoHedpuT, nnenoHedpput). MoryT 6biTb NOPOKKU cepaua U
MO3ra.
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EOJIE3HU, CBA3AHHDIE C
HAPYLUEHUEM OEMEHA
YINEBOLOB

[eTeporeHHas rpynna HacneacTBEHHbIX
bonesHen, 06yc10BNEHHbIX PA3/IUYHbIMMU
BUAAMU HapyLleHna obmeHa yrneBoaos.
BblaensatoT HECKONbKO rpynn:

- HapyweHnAa obmeHa MOHO- U ANUCaxapuaos;
- 60/1€3HN HAKONJIEHUA - T/TNKOTEHO3b;

- NAaTONI0rUA COeAUHUTENbHOM TKaHU -
MYKOMNO/INCaxapmnao3bi;

- apyrue.



TAJIAKTO3EMMUA

YactoTa 1:35 000 - 50 000.

HapyweHune npouecca depMeHTaTUBHOIO NPEBPALLEHUA raIakTO3bl B [/TIOKO3Y C
HaKoM/JeHNeM ranakTo3bl M NPOAYKTOB ee OBMeHa B K/1eTKax, YTO OKasblBaeT
noBpexkaatollee gencrasme Ha GYHKLUMN NeYeHn, HEPBHOM CUCTEMbBI U Apyrue
opraHbi.

KAMHUKa:

- }KeNyA0UYHO-KMLIEeYHble PAacCTPOMCTBA - MOHOC U PBOTA C MEPBbIX AHEW KU3HU
pebeHKa. [locne 4YanHO-BOAHOM May3bl COCTOAHUE YAYYLLAETCH, HO BBEAEHMUE
MOJI0Ka 0bycnaBaMBaeT peunamB HapyLLeHU co cTopoHbl HKT.

- NPOAB/IEHUA HEOCTaTOYHOCTM NeYeHU: CTOMKaA KenTyxa ¢ npeobnagaHnem B
KpOBU NPAMOro bunanpybmHa, ysenmyeHmne nevyeHu, LMppo3 neyeHu.

- MOMYTHEHWE XPYCTa/INKa - KaTapaKTa (noasaseTca nosaHee).
- 3a/lepXKKa Ncnxodusn4eckoro pasBuUTUS.
- OPaXKeHMe NoYyek - NPOTEUHYPUSA, TMNepamnuHoaLMaypuUs.

HacneayeTcs No ayTOCOMHO-PELLECCUBHOMY TUY.



TAJIAKTO3EMMUA

InarHocTtuka:

1. OnpeneneHne KOHUEHTpaUMUKN ranakTto3o-1-pacdaTta
B 3puTpouUmTax (noBbilieHa).

2. UccnepoBaHMe aKTUBHOCTM rafiakto3o-1-pocdar -
vpnanntpaHcpepasbl B 3pUTPOLUTAX.

3. [MoBbIWEHME YPOBHSA FaNaKTO3bl B KPOBU U MOYE
(mMeTogom xpomaTtorpadpumn).

4. Munkpobumnonormyecknin tect latpu



JIEHEHWUE

PEKOMeH,EI,yeTCFI ITIMMNHAUNOHHAA ANETOTEPAlNA,
npeaycmatpmearolad NnoOxXKnM3HeHHoe NCKarn4vYeHne n3 paLmoHa
NPOAYKTOB, coAepKawnx ra1aKTo3y n J1aKTO3Y.

PekomeHayeTca B KayecTse s1e4ebHOro npoayKTa MCnonb3oBaTb
CMEeCU Ha OCHOBE M30/1ATa coeBoro 6eska, B KOTOPbIX NOAHOCTbIO
OTCYTCTBYIOT PACTUTE/IbHbIE ra/IakTO3UAbl

He pekomeHAayeTcs MCNONb30BaTb 6€3/1aKTO3HbIE MOJIOYHbIE CMECH
C NpeobnasaHnem CbiIBOPOTOYHbIX HENKoB



MTAKOTNEHO3bI

[pynna HacneacTBeHHbIX bonesHen obmeHa nonuncaxapuaos,
Pa3BMBAIOLLMXCA B pe3y/ibTaTe HapyLIEeHWA CUHTe3a UK pacnaja rnMKoreHa
Ha NpocTble caxapa. MMpu 3ToOM HOPMaNbHHbINA M aHOMaIbHbIN NTMKOreH
OHOBPEMEHHO HAaKaN/IMBAKOTCA B K/IETKAX MEYEHU U APYTrnX OpraHax u
TKaHAX.

M3BecTHO 11 TMNOB rMMKOreHo30B, B OCHOBHOM Hac/ieayemblX N0 ayTOCOMHO-
peueccuBHoOMy TMNY, Kpome IX (X -CUEeMNNeHHbIN PEeLLeCcCUBHbIN).

KAMHMYecKan KapTMHA MMKOreHO30B XapaKTepusyeTca rmnorinkemMment
(pBOTa, Cyaoporu, notTepa CoO3HaHUA, KOMa).

TeyueHne 6one3HU 3aBUCUT OT MECTA AENMNOHNPOBAHUA TTTIMKOTeHa: NneyvyeHsb,
NMOYKU, MbilLUeYHAaA TKAHb.

COOTBETCTBEHHO BbIAENAT LUPPO3 NeYeHU, NoYeYHyo GopMy, MblLLEYHbI
CMHAPOM (BKAKOUas cepaeuHyto dopmy). NpeobnagaHme y HOBOPOXKAEHHOTO
pebeHKa CUMNTOMOB MMMNOMIMKEMUN MOXKET MNPUBECTU K CUHAPOMY
BHE3aMHOW CMepTH.

[1pOrHO3 3aBUCUT OT TUNA b6onesnn.



RAACCUDPUKALNA

| TMN - 6onesHb MMpKe (gedeKT roKko30-6-bocdaTasbl), Hanbonee yactasa popma
(37%).

Il TN - 6onesHb NMomne. Jepumunt nmsocomanbHoro ¢epmeHTa anbda-1,4-
rNoKo3naasbl (Y AeTen) nam HegoCTaTOMHOCTU KUCNOW MasbTasbl (Y B3pOC/bIX).
[MpoTeKaeT Kak MiageHYeckas, AeTcKkasa nnm B3pocnaa ¢opma. 3aHmmaeT 10% Bcex
MMMKOreHo30B8.

lIl TMn - 6one3Hb Popbca (Kopu). CHUKeHa nam BoobLe OTCYyTCTBYET aKTUBHOCTb
dbepmeHTa ammno-1,6-rnroko3naasbl. 26% BCeEX MUKUTEHO30B.

IV TMn - 6onesHb AHaepceH. epumunt ammno-1,4,1,6-TpaHCrNOKO3MAA3bI.
V un - 6onesHb Mak-Apana. Aedunumnt mbilueyHon pocpopurnasbil.

VI T1n - 6onesHb lepca. dedunumnt pocdopunasbl nevyeHu. NMpegnonaraetca
NIOKa/Nn3auma NaTtosiorMyeckoro reHa Ha 14 xpomocome.

VIl TMn - 6one3Hb Tapyn. CHUKeHne akTMBHOCTU GOCPOPPYKTOKMHA3DI.

[nukoreno3sbl VIlI- XI TMnoB KpanHe pegku. JleyeHne rMMKOreHo308 B OCHOBHOM
cMMmnTomaTuyeckoe.



BOJIE3SHb T'MPKE

bone3Hb [MpKe — 3TO HacneacTBeHHoe 3aboneBaHme,
obycnosneHHoe gedpeKkTtamu GepMeHTHON CUCTEMbI MEYEHMN,
npeBpaLlatoLLEN TNIOKO30-6-pocdaT B [NTHOKO3Y.



Cnmntombl 3ab601eBaHMS pa3HOO6p83HbI M 3aBUCAT OT BO3pPaCTa pe6eHKa.

Mnornnkemua (CHUXeHne coaepKaHus NMOKO3bl B KPOBM) — OCHOBHAA KAMHMYECKaa npobaema
Npwu gaHHOM 3aboneBaHUK, ABAAIOWAACA OAHUM U3 NepPBbIX CMMATOMOB 3aboneBaHUA.

[MnornnMkemuna conpoBOXKAaeTcA cyaoporamm, pBOTOI\/JI U nageHnem KpoBAHOro AasaeHunAa C
yxXygweHnem KpOBOCHaG)-KeHl/IFI HKN3HEHHO BAXXHbIX OPraHoOB.

CumnTOMbI Ha6J1I-O£I,aI-OTCFI no yTpam v npun AAnNTenbHbIX NepepbiBax mexay npnemamm nmin.

OpablLwKa.

Temnepatypa Tena 38° C 6e3 npusHakoB UHPEKLMN, TAKMUX KaK roloBHasA 60/b, c1abocTb,
BbICbINAaHUA Ha KOXe.

YBennyeHue X1MBOTa B pe3ynbrate 3Ha4YnTeIbHOIo yBeq1M4eHNA NevYeHu. Kpal‘;l neyeHm mMmox<et
AOCTUraTb YPOBHA NyNKa NN HUNXKE ero.



YBenunuyeHue noyek. Y 6onblumMHcTBa 601bHbIX HaBNOAAOTCA NNLLb HE3HAYUTE/IbHbIE U3MEHEHUA
GYHKUMIA NoYeK, Hanpumep, nossaeHne cnenos 6enka B moye. OQHaKO B TAXKE/bIX C/IyHanx
N3MEHEHUA B NOYKAX MOTYT NPUBOAUTL K XPOHUYECKON NOYEYHOM HeJO0CTaTOUYHOCTU.

[MoBTOPHbIE HOCOBbIE KPOBOTEUYEHMA UM KPOBOTOUMBOCTb NOCAE PA3/IUYHbIX XMPYPruyecKknx
BMeLLATeNbCTB, CBA3aHHAA C HapyweHnem GyHKLMM TPOMBOLMTOB (KPOBSAHbIE NIACTUHKN,
ocylwecTeasowme GyHKLUMIO CBEPTbIBAHNS KPOBK).

KcaHTOMbl — OTN0XEHME B KOXKe *KUPONoAoOHbIX BEWECTB (1MNnaoB) B pe3ynbTaTe HapyLleHun
AMNnaHoro obmeHa. Yalle BCTpeyatoTca Ha JIOKTAX, KONIeHsX, Aroauuax, begpax.

OTcTaBaHKWe B pOCTe, HapyLleHMe nponopumm Tena (Hanpumep, 60nbLLAA TON0BA, KOPOTKUE Led
N HOTU), LUMPOKOE NOSIHOE N0, CHUXKEHME TOHYCA MbILL,.

3ageprKKa No0BOro CO3peBaHMS

HepBHO-NcHxnyeckoe pa3BUTME YA0BNETBOPUTENBHOE.






BbiaenatoT cneagyrowme BapmnaHTbl TEHEHUA 3aboneBaHmA.

OcTpoe TeueHue - BO3HMKAET Yalle B 1-1 roa *K1U3Hu pebeHkKa.
[lpoaBnaeTcAa:

PBOTOW;

cyaoporamum B mblilluax,

HapyweHunem AbiXaHnA no Tuny oAbllLUKHU (HapyLueHme YaCTOTbl U I'I'IY6I/1HbI
AblXaHUA, conpoBsoxXgarueecd 4HyBCTBOM HEXBATKU Bosp,yxa).

XpoHuuecKoe TeueHue - NporpeccupyeT HapylleHne GyHKUUK
MOYeK U NeYeHun, oTCTaBaHME B POCTE, 3aAEP*KKa NONOBOro

co3peBaHUA.



BOJ/IE3SHb NMOMIIE

BonesHb Nomne - peakoe HacneacTBeHHoe 3ab6oneBaHMe, NPU KOTOPOM
B OpraHu3me He xBaTaeT a/ibda MoKo3nAa3sbl (CMHOHUM KUCNas
ManbTasa).

B pe3ynbrate mytaumm B reHe GAA, KOTOPbIN KOAUPYET 3TOT PEPMEHT, B
KJ1IeTKax HaKan/mBaeTcA rMmUKoreH.

be3 cBoeBpeMeHHO HAYaTOro IeYeHMs MbllleYHas TKaHb U3MEHSET
CTPYKTYPY U HE MOXKET BbINO/IHATb CBOKO GYHKUUIO. BonesHb

[Momne OTHOCUTCA K NPOrpeccUpyoMM HEPBHO-MbILLIEYHbIM
3aboneBaHmam. C Te4yeHMEM BPEMEHU CMMNTOMbI 6OI€3HM HAapPaCTaloT,
npMcoeaAnHAETCA NOPaXKEHNE HOBbIX FPYNn MblLLL,.

MHorve naumeHTbl NepecTaloT CamoCTOATEIbHO XOAMUTb U NOCTENEeHHO
CTaHOBWUTbLCA 3aBUCUMbIMM OT aNMNapPaTOB UCKYCCTBEHHOM BEHTUNALNMU
NIeTKUX, MOCKOJIbKY NPOUCXOAMUT NOPaXKeHUe MblLlL, OTBETCTBEHHbIX 3a
AblXaHue.



MJIAOEHYECKAA ®OPMA

CEPAEYHbIE HAPYLLEHNA

MPOrPECCUPYIOLLAA KAPAUOMETAINA/KAPOUOMUONATUA
MPOrPECCUPYIOLLAA CEPOEYHAA HEOOCTATOYHOCTb
HEPBHO-MbILWEYHbIE HAPYLWEHWA

CMMMNTOMOKOMIIEKC «BAJIOTO PEBEHKA»

ObIXATE/IbHbIE HAPYLLEHUA

YACTbIE MHOEKLIMM BEPXHUX AbIXATE/IbHbIX MYTEN U NETKUX
MPOIPECCUPYIOLLAA AbIXATE/IbBHAA HEAOCTATOYHOCTb
WENYAOYHO-KMLLIEYHbIE PACCTPOMCTBA

HAPYLWEHWA BCKAPMJ/INBAHUA

3ALEPKKA ®U3NYECKOTO PA3SBUTUA

MAKPOTIJIOCCUA

MOBbIWEHME YPOBHA K®K, A/IT, ACT B KPOBU



OETCKAA N NMO30HAA POPMA

HEPBHO-MbILWEYHbIE HAPYLLEHNA

[MPOIPECCUPYHOLLAA MbILLEYHAA C/IABOCTb NMPORCUMAJIbHbIX
OTAE/IOB KOHEHHOCTEU

HAPYLLEHNA NOXOAOKU

BOJIN B MbILLILUAX

TPYAHOCTU NOABEMA MO JIECTHULE

AObIXATEJ/IbHbIE HAPYLLEHNA

YACTbIE MHOEKLMW BEPXHUX AbIXATENbHbIX MYTEN N NETKUX
MPOIPECCUPYIHOLWLAA AObIXATE/IbHAA HEOOCTATOYHOCTb
AMHO3/OMCMHOS BO CHE

[MOBbIWEHWE YPOBHA KK, ANT, ACT B KPOBU



bonesHb [lomne OoTHOCUTCA K YNCNY «CHACTANBYUKOB» Cpeaun
HaCneacCcTBeHHDbIX bonesnen - AanAa ee 1e4eHnAd pa3pa60TaHa
cneunaznbHanA (I)epMeHTHaH 3aMeCTUTE/IbHAA TEPANKUA.

CmbICa TeEpanUM 3aKII0MAETCA B TOM, YTO NAUMEHTY KaxKable ABe
Heaenn BHYTPUBEHHO BBOAAT HEAOCTAOWMN pepMeHT
(anrntoko3unpasa anbda)






MYKONOJIMCAXAPUAOO3bI

Mykononuncaxapnao3bi(MIC) - reteporeHHas rpynna 3abonesaHun,
OTHECEHHbIX K HacneACTBEHHbIM Bone3HAM 0OMeHa CIOXKHbIX
caxapos. MIC conpoBoxaatoTca n3bbITOYHbIM HAaKOMN/IEHMEM B
TKaHAX U NOBbILLEHHOM 3KCKPELUU IMNKO3aMUHOITMKaHOB (FAT) -
KMCAbIX MYKONOJINCAaXxapuaoB, COeANHEHHbIX C 6eNKoM 1 COCTOALLMX
N3 YPOHOBbIX KUCNOT, aMMHOCA3ap03 N HENTPANbHbIX Caxapos.

YKa3aHHble KOMMNJIEKCbI CYLLLECTBYOT B GOPME NPOTEOIIMKAHOB,
ABNAKOLIMXCA Ba*KHENLLINMWN KOMNOHEHTaMKM OCHOBHOTO
CTPYKTYpHOro 6enka Bonoc (a-kepaTuH) n CTPYKTypHOro 6enka
CoeaNHUTENbHOM TKaHW (Konnarex).

Ona 6onbwmHcTBa MINC xapakTepeH ayTOCOMHO-peLeCcCUBHbIN TUN
Hacneao0BaHUA, KPOMeE CMHAPOMA XaHTepa (X-cuenneHHbIn
PeLeccMBHbIN).



MYKONOJIMCAXAPUAOO3bI

KnnHuyeckan KapTuHa: maHudectaumsa 6bonesHu, Kak npasuno, B
BO3pacTe A0 7 NeT, 3a4eprKKa pocTa (A0 KapAIMKOBOCTH),
KOHTPaKTYpbl CycTaBoB, KU$P03/KNPOCKONMO03/CKONMNO3, MaCCUBHbIN
yepen ¢ rMyboKUM N YANAUHHEHbIM TYPeLKUM CeAN0M, KOPOTKan
wesn, apepopmaumna rpyaHoM KNeTkun, BecnoobpasHble pebpa,
YKOpo4yeHue TpybuaTbix KOCTeN, rpybble 4epTbl AMUa, MOMYTHEHME
POroBuULbl, renaTocnJeHoMeranuns, 3a4ep*Ka NCUXMYECcKoro
PasBUTUA, CYA0POrN, IMMYXOTa, rPbIXKK (NynoYHas, naxosas,
NaxoBOMOLLUOHOYHAA), BPOXKAEHHbIE MOPOKM cepaLa, MMUKO3aMUHO-
rnnkanypma (100-200 mr B cyTKK).

XapakmepHsie 015 MIIC npu3Haku oucmopgu3sma noayyuau
Ha3saHue lapeounuyeckul geHomun (fapaounusm - cuHoHum MIrIC).



CPEAV MIIC BbIAENAKOT PAL TUNOB, KAH(LI,bIV]J N3 KOTOPbIX OBYC/IOB/IEH
OEOPULNTOM CNEUNPUYECKOU TMSOCOMHOU TUAPOMTA3bI, YHACTBYHOLWEWN B

NMOCNEOOBATE/NIbHOM PACWENJIEHNW TAT:

| TN - cuHapom lypnep. BoigenatoT nogtunel: lN'ypnep, LLene, cmelwaHHbIM BapuaHT. ns Bcex
XapPaKTEPHO CHUXEHME aKTUBHOCTU anbda-naypoHnaa3bl U HAKOMN/IEHME B TKAHAX AepMaTaH- U
renapaHcynb$aTos.

Il TN - cuHapom XaHTepa (MtoHTepa). CHUMKeHMe akKTUBHOCTU L-ruaypocynbdaT- cynbdartassl 1
OT/IOXKEHUE B TKAHAX AepMaTaH- M renapaHcynbPaTtoB. KAMHMYECKMe NpU3Hakm meHee
BblpaXeHbl, NPOAOIKNUTENBHOCT *KN3HM Bonblue, yem npu gpyrix Tmnax MIIC.

Il TN - CaHdmnAmMno. B 3aBUCUMOCTH OT NPUPOAbLI NEPBUYHOIO Boxmmmyeckoro gedekTa
BblAenAwT YeTbipe TMna: A, B, C, D. B KAMHMYecKoM KapTuUHe NnpeobnaaatoT Ncuxnyeckue
PacCTPOMCTBA: AeMEeHLMSA, arpPecCUBHOCTb. [POA0IKUTENBHOCTb }KU3HM He npeBbliwaeT 20 ner.

IV T1n - cuHgpom MopKuo. BoigenatoT nogtmnsl A n B. B TKaHAX OTKNaabiBaeTcA
KepaTaHcynbdart. NpeobnagatoT NopaxKeHUs ckeneta u HeNPONoOpPLMOHaAbHO HU3KNI POCT.

V t1n - cuHgpom Leie (cm. | Tmn).

VI tnn - cuHgpom Mapoto-Slamu. ledmumt depmeHTa apmacynbdatasnl B. B TKaHAX
HaKanamBaeTca gepmaTtaHcynbdat. PeHoTUNUYECKM HanommHaeT MIC | TMNa, HO MHTENIEKT He
CHUMKEH.

VIl Tun - cuHgpom Cnaa. Jedpmunt pepmeHTa B-rntoKypoHMAaa3bl. B TKaHAX HakanamMBatoTCA
AepMaTaH-, renapaH- u XoHAPOUTUH-cyNbdaTbl. PeHoTNMYeckn HanommnHaet MIMC | Tuna, Ho
nmeet bonee fobpoOKayecTBEHHOE TeYeHMe.



HwnarHoctnka MI1C ocHOBbIBaeTCcA Ha COBOKYMHOCTU AAHHbIX
reHeanormyecKkoro aHanm3a, KIMHNYECKUX NPOABAEHUN,
TUMWUYHbBIX PEHTITEHONOTMYECKUX AAHHbIX, SKCKPELUN C MOYOU
oKkcunponuHa (cHukenune), AT n nx dpakumm (npesbilleHme B 5-
10 pa3). TouHaa naeHTuPumKkaumsa tmnos MIC Bo3MOKHaA TO/IbKO
C NOMOLLbIO onpeaeneHna akTUBHOCTU IM30COMHbIX TMAPONa3 B

nmmounTax n nemKkoumTax KpoBsu, Kysbtype dnbpobnacros
KOXM, BMONTATOB NeYeHun, a TaKKe B Moue.

JleyeHne 6onbHbIX MINC B OCHOBHOM CMMOTOMaTU4YECKOE,
3aKN0YAETCA B HAa3HAYeHMM Tepanumn, cnocobcTayoLWEeN
HOpMann3aunum nnm ctabmnmsaymm NaToNOrM4YECcKoro npoLecca
B ONMOPHO- ABUraTeNbHOM annapaTe, cepAeyHO-COCyaNCTON U
LEHTPaIbHON HEPBHOM CUCTEME, MAPEHXMMATO3HbIX OPraHax,
OpraHax 3peHuna un cayxa. lNepcnekTUBHbIM CHUTAETCA
nnasmadepes.



CUHAPOM MAP®AHA

Cvnapom MapdaHa (801MX0CTEHOMENNA) — HAac/eACTBEHHOE
3abosieBaHMe COEANHNTENIbHOMN TKaHM C BOB/IEYEHNEM CKE/IETHO-
MbILLEYHOWN M cCepaeYHO-COCYANCTON CUCTEM M NATO/IOTMEN TNas.

KnnHuka:

OnopHoO-ABUraTeIbHbIM annapaT: BbICOKMW POCT, AUCNPONOPLMSA B
AJINHE TY/I0BML,A U KOHEYHOCTEN, apaxHOAAKTUANA, MIOCKOCTOMNME,
NONINXOCTEHOMENINA, KOHEYHOCTU (0COBEHHO AMCTaNnbHbIE OTAENbI)
NJINHHbIE N TOHKME, TMNEePNOoABUKHOCTb CYCTaBOB MM KOHTPAKTYpa
cycTtaBoB. YacTo BcTpeyatotcs ckonnos (60%), rpyaHomn nopaos,
rmnepkndos, BOPOHKOOOpa3Han Uan KMneBuUAHaA rpyaHas KAeTkKa,
XapaKTEPHbI LUMPOKME NPOMEKYTKM MeXay pEbpamu.
Jonnxouedanusa, yakoe “ntmube” nmuo, BbiICOKoe apKoBmnaHoe Hebo.
YW HbIe PaKOBUHbI TOHKME N Mano3nacTUYHble. Obwas runoToOHMNA U
rMnoTpodma Mmbille4yHOM TKaHU. Hepopa3suTme BEPTAYKHOM
BNAJUHbI.



CUHAPOM MAP®AHA

[nasa: ABYCTOPOHHUIM NOABLIBUX XPYyCTanunKa (75%), npnaonoHes
(nporkaHue xpycTanunka), chepodakua (waposmaHaa opma
XpYyCTanuKka), MMKpodakmna (ymeHbLLEHME Pa3MEPOB XPYyCTanKa),
MUOMNMS BbICOKOW CTENEHMU, OTC/IOMKA CETYATKU, reTEPOXPOMMUS
PaAy*KKWN, MerasiokopHea 1 rosybbie cknepbl.

CepAe4yHO-CoCyaAnCTas cUcTemMa: BEreTo-cocyamncTble pacTpomcTBa.
M3MeHeHbI rpaHunLbl cepaua, CUCTONUYECKUI U ANACTONIMYECKUIA LIYM,
aHeBpPW3Ma IErOYHOro CTBO/1a, a0pTasibHaA peryprutaums, paccnoeHue
aopTbl, 3aCTOMHbIE CepAeYHbIe HapyLeHns, KasibunduKauusa
MUTPANbHOIO OTBEPCTUSA, apUTMUA. Temopparn4yeckmin cMHapom. Y
NETEN Yalle MUTPanbHaAs peryprutauma B pesynbrate npoJsianca
MWTPANbHOrO KnanaHa

Hapy»KHbllA MOKPOB: NaxoBble rpbiXu, aTpodmnyeckne cTpumn. JlerouHas
CUCTEeMA: CMNOHTaHHbIN NHEBMOTOPAKC.

LIHC: akTa3na TBepAoM MO3roBon 060104KM, BKAOYAA MOACHUYHO-
KpecTuoBoe MeHUHrouene, aHomasaimm passBuUTUA.






[AMarHoCTUKaA: KNIMHUKA, NapakJInHKUKA (rTMnepaKkcKkpeLuna ¢ Moyomn
MMMKO3aMMHOI/IMKAHOB U OKCUNPOAMHa). O630pHble peHTFeHOrPaMMbl
NO3BOHOYHOro cT0/16a B Nepmoa pocTa (CKo/IMo3, octeonopos metapumsos).
ExkerogHble cKpuHuUHrosble IKI, Ha4YnHas ¢ nybepTaTHOro nepnoaa
(beccmmnToMHana gunaTauma aopTbl, AereHepaunum KnanaHos).

TaKTUKa BegeHuA: HabaogeHue y TepanesTa, Kapanonora, odTasibMONOra,
xupypra n optonega. OrpaHndyeHne puUsn4ecKom akKTUBHOCTMU.

Xvpypruyeckoe fevyeHune: peKoOHCTPYKTUBHAA cepaeyHO-CoCcyancTas
onepauus.

JlekapcTBeHHan Tepanua: NPonNpPaHoNon (aHanNnpUAKH) ANnA NnpeaynpeXxaeHms
PaHHEro Paccno0eHnA aopTbl. ICTPOreHbl B COYETAHUM C NPOrecTePOHOM Y
NeByLUEeK AN NPONOPLIMOHANBHOIO NO0BOrO CO3PEBAHMUS.

[MpOrHo3 ana *Xn3Hu Npun ageKkBaTHOM KOppeKumn 61aronpuATHbIN.

AnddepeHumanbHbIM ANarHo3: rOMOUUCTUHYPUA, aPaXHOAAKTUINA
KOHTPAKTYpHaA BpoXKAeHHadA, cuHapombl CTUKNepa, buaca, dnepca — laHno,
BPOXKAEHHOM rMNEPPACTAKUMOMN KOXKU € MapdaHONOog0OHbIM GEHOTUMNOM,
PACC/I0EHNE CTEHKM apTEPUN C IEBHTUTUHO30M, TPMCOMMA 8 U Ap



HEUPOPUBPOMATO3
(6OJIE3Hb PEK/IUTXAY3EHA)

HenpodpmnbpomaTtos — rpynna HacneacTBEHHbIX
3a60/1€BaHUN, XapaKTEPU3YIOLLMXCA
Henpodnbpomamu, HEBPUHOMAMMU,
reMaHrmomamum n inmdbaHrMomamm.

Yactota-1:3 500 -5 000.

CumnTomMaTnKa HempopmnbpomaTosa
nonnmopdHa, ANarH03 MOXHO NOCTaBUTb NpuU
Ha/IMUUU HEe MeHee ABYX U3 NepeynucieHHbIX
HUXKe NPU3HAKOB, NPU YCNOBUMU, YTO OHU He
ABNAKOTCA CMUMNTOMaMM Apyron bonesHu:



HEUPOPUBPOMATO3
(6OJIE3Hb PEK/IUTXAY3EHA)

CBeTN0-KOpPUYHEBbBIE MUTMEHTHbIE MNATHA LUBeTa “Kode ¢c monokom”, B
obnactu TynoBuLLa, Wen. Y aeten ux AoaKHo bbiTb He MmeHee 5, a

AnameTp He meHee 5 MMm. Y B3pOC/ibIX — HE MeHee 6, a AnameTp — He
meHee 15 mm.

Pelatowmm npusHaK — Haanume 2-x Hempodpumbpom ntoboro Tmna um
bonee nnm ogHom nnekcndopmHom Henpodubpomei.
Henpodnbpombl BO3HMKAOT Ha 1t06OM y4yacTKe Tena, 3axBaTbiBas
KOXKHbl€ HEPBbI, NO XO04Y HEPBHbIX CTBOJIOB, 3aXBaTbIBAA KPYMHbIE
HepBbl M HEPBHbIE crnaieTeHuns (n1ekcnbopmHblie Henpodubpomeil).

MHOecTBEHHbIE MUTMEHTHbIE MATHA B NOAMbILLIEYHOM AMKE,
naxoBown 061aCTH, B €CTECTBEHHbIX CK/1aZlKax KOXU. BO3HMKalOT B
NEeTcTBe, KOJIMYECTBEHHO OLUEHUTb TPYAHO.



HEUPOPUBPOMATO3
(6OJIE3Hb PEK/IUTXAY3EHA)

KocTHble nameHeHus (KUPpockonmos, NpmMnoaHATbIE NONATKKU, AMCNNA3USA
Kpblaa KAMHOBUAHOW KOCTU, BPOXKAEHHOE UCKPUBJIEHNE, aCUMMETPUA
NN YTOHYEHME TPYDUaTbIX KOCTEN, YacTble NEPENOMbI, NOXKHble
CyCTaBbl, NCEBA0APTPO3bI). Ancnnasuna rnasHuLbl CO4eTaeTcs C
NNeKcMPoOpPMHbIMU HEMPOPNBPOMaAMM, KOTOPbIE MOTYT
PACNpPOCTPaHATLCA HA BUCOYHbIe 0b1acTu.

[MMoMa 3pUTEeNbHOro HepBa.

Y3enku Jlvwwa Ha paay*Hoi 060104Ke, He BMAOLME Ha 3pEHME,
NOABNAOTCA Y BCeX HONbHbIX MOC/e NOA0BOro co3peBaHua. Ana nx
ObOHapyKeHUA NONb3YIOTCA LENEeBOM 1aMMOWA.

Hannune HepodpurbpomaTosa y poacTBEHHMKOB 1 cTeneHun poacTsa.

YMCTBEHHAA OTCTaNOoCTb, CyA0pOru. [lnarHos BbICTaBAAOT HAa OCHOBAHMM
NaHHbIX aHaMHe3a, KIMHNYECKOM KapTUHbI, PEHTFeHOI0TMYECKOoro U
mopdonormnyeckoro (buoncma) obcnenoBaHmA.






JleyeHue: onepatrnBHoe yaaaeHue 60l'le3HEHHbIX
N3bA3BEHHDbLIX UTN MAJTIUTHN3NPOBAHHDbIX onyxonem
3daTPyaAHAROWUNX ABUKEHUNE, CAaB/IUBAOLWLUNX OPlraHbl.

MporHo3s: bharonpuATHbIA. ManurHnsauma Hactynaet
peaKo, TpyAocnocobHOCTb NpM o4aroson popme
HaCTynaeT peAKo, Npu pPacnpocTpaHeHHOM npouecce —
Pe3KOo CHMXKaeTcA.

Ona npodunakTnkm nporpeccnposaHmna 6onesHu
PEeKOMeHAYeTCcA NpeaoTBpalleHne cayvyamiHom
TPaBMaTU3aL/ MM ONYXONeBbIX Y310B. bonbHble
HelpodnbpomMaTo30M He A0NXKHbI NOABEePraThecA
MHCONALUMKN, CTPECCaM U NepeyTOMAEHMUIO.

OndpdpepeHumanbHbIN ANarHo3: Tybepo3HbIN CKAEPO3,
apyrne ¢akomaTosbl.



AAPEHOTEHUTA/IbHbIU
CUHOPOM

AfpeHOoreHUTaNbHbIN CUHAPOM (BPOXKAEHHAA BUPUAU3YIOLWAA TMnepniasus
KOpbl HaANOYEYHMKOB) — HAacNeACTBEHHOE HapyLleHNne BUOCMHTe3a
CTePOUNIHbIX TOPMOHOB.

YactoTa 1:5000 HOBOPOXKAEHHbIX, NO3TOMY a4 PEHOreHNTANbHbIN CUHAPOM
NOANEXKUT NPOCENBAOLWEN ANATHOCTUKE Y HOBOPOXKAEHHbIX.

[aToreHe3: HacneACTBEHHbIN AedUUUT PEePMEHTOB (XoNecTepongecmonasa,
21-rnppokcunasa, 11-B- rmapokcunasa, 17-a-ruapokcmnasa, 3-B-
rMApOoKCcUCTEpPONA-aernapo-reHasa), obecneymBatowmMx CUHTE3 CTEPOUAOB.

Hanbonee pacnpoctpaHeHHaa ¢popma agpeHoreHnTanbHoro cuHapoma (90-
95% Bcex cnyyaes), obycnosneHa gepnuntom pepmeHTa 21-rnapoKkcmnnasol
(unToxpom P450c21), KaTanmnsmpytowero NpeBpaLleHmne nporecTepoHa B
NEe30KCUKOPTUKOCTEPOH U 17-rngpoKkcunporectepoHa B 11- 4e30KCMKOPTU30A.

MuHMMaNbHbIE ANATHOCTUYECKUE NPU3HAKM: NPOrPeccMpytoLLan
BMPMIN3aALMA, YCKOPEHHOE COMATUYECKoe pa3BUTUE, MOBbILWEHHAA 3KCKpeLuua
rOPMOHOB KOPbl HAANOYEYHNKOB.



RANHUKA

1. ConbTepatowan popma — HapyLleHMe coneBoro obmeHa (4ednumMT MMHEPaNOKOPTUKOMAOB), B
NaToONOrMYecKkuin Npouecc BoBAeYEHA PEHMH-aNbA0CTEPOHOBAA cuctema. MaHudectaums
NPU3HAKOB — B NepBble AHWN BHEYTPOOHOM }KU3HU: CPbITMBAHUSA, PBOTA, HapYLLUEHKUeE
MWKPOLUMPKYNALMN, COHANBOCTb, NOTEPA Macchl Tena. 06e3BOKMBaAHMNE Bbli3bIBAET NOBbILLEHHYIO
¥arkay, YTo NPOABNAETCS B BUAE aKTUBHOIO COCaHMA.

2. MNpocTtaa supuabHaa Gopma — NporpeccnpyroLLLan BUpUInN3aLna, yCKOpeHHOe CoMmaTUyecKoe
pPa3BUTME, NOBbILWEHHAA IKCKPELUA rOPMOHOB KOPbl HaANOYEYHNKOB. Y HOBOPOKAEHHbIX AEeBOYEK
npu Kapuotune 46, XX oTmeyaeTcs pas3NnMyHaa ctTeneHb MacKyMHU3auum (oT ymepeHHoM
rmneptTpodum KNNTopa — A0 NOJAHOFO CPACTAHMA N'YOHO-MOLLIEHOYHbIX CKIAaA0K C GOPMUPOBAHNEM
MOLUOHKM M NeHuca). BHyTpeHHMe nonoBble opraHbl CGOPMUPOBaHbI MPABUIBLHO NO XEHCKOMY
TMNY. Y Manb4YnKos BUPUAbHAA Popma aApeEHOreHUTaIbHOrO CMHAPOMA HEe pacno3HaeTcA
(reHnTannu HopmanbHble). [IMarHo3 CTaBUTLCA Ha 5-7 rogy *KU3HW NPU NOABAEHUN NPU3HAKOB
npexaeBpemMeHHOro NoJI0BOro pa3BuUTUA.

3. No3gHaa popma (HEKNACCMYECKMIN BUPUIN3YIOLWMI BaPMaHT) NPOABAAETCA B NOAPOCTKOBOM
BO3pacTe. Y aeBoyek HabnogaeTca ymepeHHoOe yBeNMYeHNEe KAMTOopa, paHHee pa3BuTme
MOJIOYHbIX Xenes, yCKopeHMe KOCTHOro BO3pacTa, HapyLeHMe MEHCTPYabHOTO LIMKAA,
rmpcyTnam. CumnTomamm n3bbiTKa aHAPOreHOB Y Ma/lb4MKOB MOTYT ObITb /INLLb YCKOPEHHbIN
KOCTHbIW BO3PacCT 1 NpexaeBpemeHHoe 106KoBOe 0BOIOCEHME.

4. JlaTeHTHaA ¢opma He umeeT KIMHNYECKUX I'IpOﬂBJ'IGHI/IVI, HO B CbIBOPOTKE KPOBU OTMEYAETCA
ymepeHHOoe nosblilleHne ypoBHA npeawuecrBeHHUKOB KOPTM30/1a.



[AnarHos: NnoBblWEeHNE B CbIBOPOTKE KPOBU 17-rmapoKcunporectepoHa (sbiwe 12
HMonb/n) npn gedpumumnTe 21-rMapoKcMaassbl, nosbilweHne 11-ae30KCcMKOPTU30NA
(Bbiwe 35 HMonb/n) npu aeduumnte 11- rMapPoKcHnasbl. BUoXxMmmyeckoe
nccnenoBaHMe BbIABAAET TMNEepPKaINeEMUIO, TMNOHATPUEMMNIO, aLNA03, TMNOXI0PEMMUIIO,
rMNorankemuto, usmeHenusa Ha dKI (rmnepkanmMmnrncTua) npm conbtepatowen popme.
MnepHaTpuypusa (Bbiwe 4 mMonb/cyT), runepxnopuaypus (ebiwe 30 mMonb/cyT).
MoBbiweHHas aKkcKkpeuuna ¢ movon 17-KC, 17-OKC. OnepexxkeHune “kocTHOro” Bospacra.
Mpn aHOMaNbHOM CTPOEHUU FEHUTANUN HEODBXOANMMO ONpPEeaennTb FEHETUYECKUIN NOA
pebeHKa (MonoBOM XPOMaTHH, KapnoTumn).

JleyeHune: KOPTU30H, N NPELHMN30/I0OH B COYETAHMUN C MUHEPANIOKOPTUKOMAAMU NPU
NPOCTON BUPUNBbHON GOPME, IeYeHne ConbTepAloLen opMbl HAUMHAETCA C
Koppekumn OHH. leBouyKam XMpypruyeckoe nedeHmne reHmTaanmm nposogAart B 3-4 roaa.

MpPOrHO3 NpM NPOCTON BUPUAbHOMN popme BaronpuATHbINA ANA XKU3HN, @ NPU PaHHEM
NeYeHUn — N gNA HOPMAsIbHOrO POCTAa M NOMI0BOrO Pa3BUTHA. 1A oCTanbHbIX popm
afpPeHOreHNTaNbHOro CUHAPOMA NPOrHO3 Heb61aroNPUATHBLIN.

AvnddepeHumanbHbii ANArHo3: B nepmoae HoBOPOXKAEHHOCTM OT NUIOPOCTEHO3A,
cencuca, KuwevyHom nHekumnn, HacneacTBeHHbIX depmeHTONaTU. B cTapwem
BO3pacTe - OT aHAPOreHNPoOAYLMPYIOLLEN ONYXO/IM HAANOYEUYHMKOB, ANYEK WU
ANYHUKOB, APYrMx GOpM HEeAOCTaTOYHOCTU FTOPMOHOB KOPbl HaANOYEYHMKOB.



X - CUENNEHHDbIE- PELLECCUBHDbIE
T’EHHbLIE BONNE3HW

- JANbTOHM3M
- HecaxapHbIin amnaber
- TMNOXPOMHaA aHeEMMUSA

- remopuana - HECKONIbKO BUAOB- aHTMAPO3HaA
3KTOAepPManbHAA Ancnaasua (OTCyTCTBME NOTOBbLIX KENE3)

- aHTMoKepaTomMa
- MbllWeYyHan guctpodpua JioweHHa
- 6bonesHb XaHtepa (MMC-111)- mykononmcaxapumaos

- cuHapom MapTtuHa — bean (CuHapom nomkowm X-
XPOMOCOMbI, MEePETAXKKa XPOMOCOMbI)



CUHOAPOM MAPTUHA -
BEJIJI

Manbumkun porxkaatotca ¢ bonbwon maccon Tena — ot 3,5 ao 4 Kr.
[MepBbiM MNPU3HAKOM, KOTOPbIN 3aCTaBAAET 3aN0403PUTb
3aboneBaHue, ABNAETCA MaKPOOPXn3M (yBennyeHne pasmepoB
ANYEK) NPU OTCYTCTBUM SHAOKPUHHOW NaTONOTUN.

TaKe ecTb onpeaenéHHble GeHOTUNMYECKNe NPU3HaKku: bonbluan
r0N0Ba C BbICOKMM U LUMPOKUM NO6OM, ASIMHHOE NINLO C
yBe/IMYEeHHbIM Noa60pPOAKOM, HECKONBKO YNNOLLEHHAA cpeaHAs
4acTb /INLA, TYMOM, CAErka KAKBOBUAHO 3arHyTblM KOHYMK HOCa. Yun
b6onblune, MHOrAa OTTOMNbIPEHHbIE, HU3KO PACcno/IoXKeHHble. Knctm u
CTOMbI LUMPOKUE, ANCTaNbHbIE daNaHIU NaNbLUEB TaKKe LUMPOKNE,
CyCTaBbl UMEKOT NOBbILEHHYO NOABMXKHOCTb. KOXa HepeaKo
rmnepanacTuyHa. Yacto BCTpeYatoTcs CBET/IOOKPaLLEHHbIe
paayXHble 060104KHK, CBETNbIE BOIOCLI. He 06s3aTensHO
BCTPEYalTCA BCE MPU3HAKM — MOTYT ObITb OAMH MM HECKOJIbKO.



HeBponormnyeckaa cmumntomaTuKa HecneunduyHa, onpeaensieTca Kak ny Bcex aeTen
C YMCTBEHHOM OTCTanocTbio. Habntoaaetca HEKOTopaa MbllleYyHas

FMMNOTOHMUSA, AUCKOOPAMHALUNA ABUKEHUN. TaKKe MOryT ObITb 1a304BUraTe/NbHbIE,
NMPaMUAHbIE N SKCTPaNUPaMUaHbIe HapyLeHuA.

[NaBHbIM CUMNTOMOM CUHAPOMA ABNAETCA UHTEN/IEKTYa/IbHOEe Hea0pa3BUTue U
cBoeobpasHana peub. Takne 6onbHble TOBOPAT ObICTPO, COMBUMBO, MMELIOTCS
Bblpa*KeHHble 3X0Nnanmmn u nepcesepaumm (bopmouyuas peyb). CteneHb YMCTBEHHOM
OTCTANOCTM Npu cuHgpome MaptnHa — benn Konebnetca mexay cpegHen mn Nnerkom
YMCTBEHHOWM OTCTANOCTbIO. TaKKe MOryT 6bITb HapyLweHMs NoBeAeHUA B BUAE
arpeccuBHOCTMU, ABUTraTe/IbHON PACTOPMOXKEHHOCTU. B KauecTBe 04HOM M3 YACTbIX
NCUXONATONOrMYECKMX OCOBEHHOCTEN OTMEYEHa CMMNTOMATMKA, HANOMMHAKOLWaA
ayTUCTUYECKYIO: CTEPEOTUNMM, IXONANNA, MYTU3M, CAMOMNOBPEXKAEHUA, TPYLHO
YCTaHABMBAEMbIN 3PUTEJIbHbIA KOHTAKT M HEMEPEHOCUMOCTb MPUKOCHOBEHMUA.

OAHaKo B OT/INYME OT ayTUCTOB, 3TU AETU CTPEMATCA K 06LWEeHMI0. BcTpeyatoTca TakKe
noAnpbIrMBaHMA, NOX/10NbIBAaHUA PYKamMK, MOBOPOTbI BOKPYT CBOEM OCU, BCTPAXMBAHME
KUCTAAMU, KMaHEXHbI» b6er, pasaHoobpasHble rpPUMacbl, MOHOTOHHOE XHbIKaHbe.



OVNATHOCTUKA

CHAPOM XPYNKOWN X-XPOMOCOMbI ANArHOCTUPYETCA NYTEM
onpepeneHna konmdecrtsa LI T-noBTOpOB U UX CTaTyCa
METUANPOBAHMA C MOMOLLBIO SHAOHYKNEA3HON PECTPUKLUM
N cay3epH-b10TTUHra.

3710 3aboneBaHne oTHOCUTCA K Bone3HAM 3KCcnaHCUmM (3KcnaHcmsa —
pe3Koe yBe/InYeHmne Y1NCia KoM NOBTOPAIOLWMXCA YYACTKOB
monekynbl AHK (noBTOpPbI) Yy MHAMBMAOB B NOCAEAYOLLNX
MOKONEHUAX POAOCNOBHOM). PEHOMEH 3KCNaHCUM YNCaa
TPUHYKNEOoTUAHbIX NoBTOPOB (LII'T) 6bln BnepBble 06HAapYXKeH Kak pa3
NPU MONEKYNAPHO-TEHETUYECKOM MUCCNeA0BaHMM 3TOFO CUHAPOMA.

PaHee amarHos cmHapoma MapTuHa-benn ocHoBbIBancA Ha AaHHbIX
KJIMHUKO-reHeasiIormyeckoro aHaaim3a u pesysibtatax
LMTOreHEeTUYECKOro NCCNea0BaHNA KNEeTOK BONbHOrO, BbipaLWEHHbIX
Ha cneymanbHou cpege ¢ ageduuymtom Gonmesom KUCNOTbl. B cnyyae
obHapyXeHnA NONOMOK X-XpPOMOCOMbI B JIOKyce Xq27.3 AnarHos
CMHAPOMA He Bbl3bIBAET COMHEHUMN.



JIEHEHWUE

JleyeHna gna cMHAPOMA NOMKOM X-XPOMOCOMbI He cyllecTByeT. B
HacTosLLee BPeEMA CUMATOMbl MOXHO 06/1€r4nTb C MOMOLLbHO
KOFHUTUBHO-NOBEAEHYECKOWN Tepanuu, cneunduryeckoro obyvyeHums,
MeAVUKAMEHTOB 1, NPN HEOBX0ANMOCTU, NeyeHna GU3NYeCcKmx
aHOManNn.

Jlnua, nmerowme cnyvyam CMHAPOMA TOMKOM X-XPOMOCOMbI B CEMbE,
AO/IKHbI NO/TYYUTb FrEHETUYECKOE KOHCY/IbTUPOBaHUE Npu
NNaHUPOBAHNN BepeMEHHOCTMH.

MocKonbKy B 3KcnepumeHTe 06Hapy)XeHne TOMKOCTH yaanochb
obHapyXuTb B cpeae, beaHon donatamu, 66110 NpeaNOKEHO NeUnTb
Takux geteit onneBou KUCNOTOM.

IPPeKT OT NeyeHnaA y AeTen BblpaXKeH bonblue, Yem y B3POCAbIX:
nponagaeT arpeccus, NOBbIWAETCA BHUMAHMUE,
y/ly4LlaeTcA MOTOPUKA U pPeyb.

TaKk¥e npobyloT 1e4nTb TaKUX BONIbHBLIX MCUXOCTUMYNSATOPAMMN.)



TEMOPUNUSA

femodununa — pegKoe HacneacTBeHHoe 3aboseBaHme, CBA3aHHOE C
HapyweHnem Koarynauuu. MNpu stom 3aboneBaHnM BO3HUKAIOT
KPOBOU3/UAHUA B CYCTaBbl, MbiLLLbl U BHYTPEHHME OpraHbl, KaK
CNOHTaHHbIe, TaK N B pe3y/ibTaTe TPaBMbl MU XUPYPTrUYECKOro
BMeELIATebCTBA.

[Mpn remodunnnm pe3ko Bo3pacTaeT onacHOCTb rmbenn nauneHTa ot
KPOBOU3NNAHUA B MO3T U APYrne XU3HEHHO BarKHbI€ OpPraHbl, AaKe npu
He3Ha4YnTeNbHOW TpaBme. bonbHble ¢ TAXKENOMN dopmomn remodunnm
NoABepPrarTcA MHBAANAM3ALUMN BCNeACTBUE YACTbIX KPOBOM3IUAHUN B
cycTaBbl (remapTpOo3bl) U MbilLEYHbIE TKaHM (remaTombl).

[emodunnnsa oOTHOCUTCS K reMmopparm4yeckmMm amatesam, obycsoBAeHHbIM
HapyLleHnem Nna3mMeHHOro 3BeHa remocTtasa (Koarynonatums).

[emodunnms noasaseTca U3-3a USMEeHeHMs 0AHOro reHa B Xxpomocome X.
Pasnnyatot Tpu TMna remodpuanm (A, B, C).



TEMOPUNUSA

femodunmna A (peueccmBHasa myTauusa B X-XpOMOCOME)
BbI3bIBA€T HEAOCTAaTOYHOCTb B KpoBu ¢aktopa VIl
(aHTUremodunbHoro rmobynmnHa). Takaa remopunmsa
CYMTAETCA K/IaCCMYECKOM, OHa BCTpedaeTca Hanbonee
yacTo, y 80—85 % 60nbHbIX remopununeit. TaxKénbie
KpOBOTEYEHMA NPU TPABMaAX M onepauusax HabaraarTcs
npu yposHe VIII paktopa — 5—20 %.

femodunnmsa B (peueccuBHasa mytauma B X-Xxpomocome) —
HeaoCTaToyHOCTb pakTopa naa3mbl IX (Kpuctmaca).
HapyweHo obpa3oBaHMe BTOPUYHOM KOaryaAaLMOHHOM
npobKu.



Beaywmmm cumntomamm remopunnmn A n B asnarorca
NOBbIWEHHAA KPOBOTOUYMBOCTb C NEPBbIX MeCALEB XU3HU;
NOAKOXKHbIE, MEXMblILWeYyHble, cybdacumanbHble, 3a0POLWLNHHDbIE
remaTtombl, 06ycsioB/ieHHbIe yiwnbamm, nopesamm, pasnnNYHbIMU
XUPYPrUYECKMMM BMELLATENbCTBAMM, remaTypua; obunbHble
NOCTTPaBMaTUYECKUE KPOBOTEYEHUA; reMapTPO3bl KPYMHbIX
CYCTaBOB, C BTOPUYHbIMM BOCNANUTENIbHBIMU USMEHEHUNAMMU,
KOTopble NPMBOAAT K POPMMPOBAHUIO KOHTPAKTYP U aHKUI030B.

O6bI4HO 60Ne3HbIO CTPaAAOT MYKUYMHbI (HacheaoBaHue,
CLEeN/IEHHOE C NO/IOM), XKEHLMHbI e 0O6bIYHO BbICTYNAIOT KaK
HOCUTENbHULbI FEMOPUANU N MOTYT POANTL BONBbHBIX CbIHOBEMN
NN JoYepen-HoCUTeNbHUL,



narHocTuka

[na AMarHoCTUKM reModuanmM NPUMEHAETCA: KoarysorpaMmma, onpejeneHne BpeMeHn
CBEpTbIBaeMocTH, fobaBneHme 06pa3L,oB N1a3mMbl C OTCYTCTBMEM OAHOTO U3 GaKTOPOB CBEPTbIBAHUA.

JleyeHune
Ha HacToAWMN MOMeEHT ANS NeYeHnA UCNONb3YIOTCA KOHLEHTPaTb! $aKToOpOB CBEPTbIBAHUA KaK )
nonyquHb)le N3 JIOHOPCKOM KPOBU, TaK N PEKOMDBUNHaHTHbIE (BblpalleHHble NCKYCCTBEHHbIM NYTEM Y
UBOTHbIX).

Mpynne reHeTUKOB YAaN0Ch Bbl1eUNTb 1abBOPATOPHbLIX MbiLLen OT remoduanm npu
NPUMEHEeHUN reHoTepanuun. YuéHble gna Ne4eHna Ncnoib3oBaam ageHoacCcoUunmMpoBaHHble
BMpYyCbl (AAV).

MpUHUMN IeYeHnA 3aKTH0YAETCA B BbIpe3aHUM MyTUPOBAHHOM nNocnegosatensHoctn HK ¢ nomouwbto
depmeHTa, HocuTenem Kotoporo Asasetca AAV, n nocaeayroLLen BCTaBKe B 3TO MECTO 340P0BOr0 reHa
yXe BTOpbiM BUpYycom AAV. ®aKTop cBépTbiBaHMA IX KoanpyeTca reHom F9. Ecam ucnpasutb
I'IOCgep,OBaTeanOCTb F9, To paKTOp CBEPTbIBAHMA HAYHET BbiPabaTbiBaTbCA B NEYEHU, KaK Yy 340P0BOM
ocobu.

Mocne reHoTepanuKM y Mbilwen ypoBeHb GpaKTopa B KPOBM BbIPOC A0 HOPMbI. 3a 8 mecALEeB He 6bln0
BbIAB/€HO HMKAKMX NO6OYHbIX 3P PEKTOB.

JleyeHure NpPoBOAUTCA BO BpEMSA KPOBOTEYEHUS:
remodununa A — nepenmBaHme CBEXKEN Na3Mbl, aHTUreMOPUINMHAA NAa3mMa, KPMONPEeLUNUTaT;
remodununa B — ceekesamMopOrKeHHan AOHOPCKas Naasma, KOHLEHTPAT paKkTopa CBEPTbIBAHMUS;
remodpunma C — cBeXe3aMOpPOXKeHHan cyxas naasma.

[lanee npoBoAUTCA CUMNTOMAaTHUYECKOE leveHue.)



MbILUEYHAA AUCTPODUA
OIOLWEHA.

MbiweyHasa guctpodusa [oweHHa U mbillevyHas aguctpodus bekkepa
ABNAKTCA X-CUeNNeHHbIMU peLecCMBHbIMU PAacCTPOMCTBAMM,
XapaKTepusyloLWUmMmca nporpeccupyoer cnabocTbio NPOKCMManbHbIX
MblILLULL, BbI3BAHHOW AereHepaumnein MblleYHbIX BONOKOH. ucTtpodusn
BekKkepa MmeeT no3aHee Hayano U Bbi3bIBaeT bonee Nerkme CMMNTOMbI.
[lnarHos npeanonaratoT KAMHUYECKM N NOATBEPKAAOT aHA/IM30M
6enkoBoro npoAykra (auctpodpuHa) MyTaHTHOrO reHa. JleyeHMe HanpaBAeHOo
Ha noaaeprkaHne pyHKUUK Npyu noMmoLm GU3MYECKOM Tepanuu,
MCNONb30BaHMUA OPTONEANYECKMX CKOD 1 opTONeaMUYecKnx annapaTos;
npeaHn3oH uan aedna3akopT HAa3HAYAOT HEKOTOPbLIM NaLMEHTaM C
TAXKENbIMU GYHKLUMOHANbHbIMW HAPYLLEHUAMM.

Anctpodua AroweHHa n auctpoduma bekkepa obycnoBieHbl MyTaLnAMM
reHa dystrophin, KpynHenLwero 4e/sI0BEYECKOro reHa, U3BeCTHOro HaykKe,
PACcnonoXeHHOro B IoKkyce Xp21.2. Mpwu auctpodum [oweHHa 3Ta MyTaums
NPUBOAMT K TAXKENOMY OTCyTCcTBUIO (<5%) aAncrtpodunHa, 6enka membpaHbl
MbILLIEYHbIX KNeToK. MNpu anctpodmnm bekkepa mytauma npmBoamuT K
0b6pa3oBaHMIO aHOMA/IbHOrO ANCTPOPUHA UM €ro HEAOCTATOYHOCTM.



Ovctpodua AoweHHa

3TO paccTponcTBo 06bIYHO NpoaABaAeTcA B Bo3pacTe 2—3 neT. CnabocTb 3aTparneaet
NMPOKCUMANbHbIE MblLWLbI, KAK NPABUIO, CNepPBa HMKHUX KOHEYHOCTEN. [eTn 4acTo XOAAT Ha
nasiblax, MMetoT NOXOAKY BPa3BasiKy M 10pa03. Takum aeTam c/oXKHO beratb, NpbIraThb,
NOAHUMATLCA NO CTyNeHbKam M BCTaBaTb € Nona. OHKW YacTo NagatoT M NOAy4YatoT NepenomMbl pyK
nnu Hor (npumepHo y 20% 60onbHbIX). Habntogaetca ctabunbHoe nporpeccMpoBaHme cnaboctm, u
NOYTM Yy BCEX AETEN pPa3BMBatOTCA CrmbaTeibHble KOHTPAKTYPbl KOHEYHOCTEM N CKOINO3.
Pa3BuMBaeTca gocToBepHaa ncesgornneptTpodma (3ameHa oTae/IbHbIX YBEAMYEHHbIX FTPYNMN MblLLULY
Xnposon nnm pubposHom TKaHbo, 0COBEHHO Ha 1oAbIKKax). BONbLWMHCTBO AETEN OKa3bIBaOTCS
NMPUKOBaHbI K UHBANMAHOM KONACKe B BO3pacTe A0 12 neT U ymmnpatoT OT pecnmpaTopHbIX
OCNOXHeHun K 20 ronam.

MocneacTenAa BOBAEUYEHUA CEPAEYHOM MbILLLLbI BKAOYAOT B cebA gMnaTauMoHHYO
KapAMoMMOoNaTUIo, HapyLeHAa NPOBOAUMOCTU U apUTMNK. TaKne 0CN0XKHEHUA BCTPeYvatoTeA
NPUMEPHO Yy TPETU NaLMeHTOoB K 14 rogam n y BCceX NauMeHTOB B BO3pacTe cTapwe 18 ner;
OZHAKO, MOCKONbKY 3TU MNaLMEHTbI HE B COCTOAHMM OCYLLECTBAATb GU3NYECKYIO aKTUBHOCTD,
nopaxeHue cepgua, Kak npasuao, npotTeKkaeT beccMMNTOMHO A0 NO34HEN CTaanu 3abosieBaHmA.
OKONO O4HOWM TPETU U3 HUX MMEET JIETKOE HENnporpeccupytoulee cnaboymme, Kotopoe
3aTparmeaet BepbanbHble CMOCOBHOCTM CUbHEE, YEM NPON3BOAUTENIBHOCTD.



Aunctpoduna bekkepa

3TO paccTpPoOMNCTBO 0ObIYHO NPOABAAETCA CUMNTOMATUYECKM HAMHOTO
no3ke n nerye. CnocobHoCTb NepeaBuratbca 0bbIYHO COXpaHseTcA
No KpaHen mepe A0 15 net, 1 MHOrMe AeTn OCTatoTCs NOABMMKHbIMM

[0 B3pOC/a0ro Bo3pacrta. bonblWMHCTBO NOCTPaAaBLUNX AOXKMBAET A0
30 n 40 ne-.



AnarHocTuka
MbiweyHaa buoncna ¢ UMMYHHbIM OKpalMBaHUeEM ANCTPOPUHA

AHann3 JHK Ha Hannune myTtaumim

[InarHos nofo3peBaloT B 3aBMCMMOCTU OT XapaKTEPHbIX KIMHUYECKUX MPU3HAKOB, BO3pacTa
Hayana 3aboseBaHus U cemelHOro aHamHesa, npeanonaratouero X-cBsisaHHbIN PeLLeCCUBHbIN
TUN HacneaoBaHUA. MmnonaTtMyeckme U3SMeHeHUsa BUAHbI Ha aneKTpomuorpadpum (notTeHumansl
MOTOPHbIX eAUHUL, BbICTPO BO3PACTalOT, UMEOT HEDObLLIYIO NPOAO/IKUTENBHOCTb U HU3KYHO
amnanTyay) n npu 6mMoncumn Mol (HEKPO3 N 3aMeTHOE M3MEHEHME pa3MepPa MbILLIEYHbIX
BOJIOKOH, HE OTAE/IeHHbIX OT MOTOPHbIX eAMHUL,). YPOBHWN KpeaTUHKNHA3bI NpeBbllieHbl B 100 pas
OT HOPMb.



[narHo3 noaTBepRXKAa0T aHAAN30M ANCTPOPUHA C UMMYHHbBIM .
OKpawwunsaHnem buontatoB. AMCTPOPUH Y NALMEHTOB C AUCTPOdUEN
[oweHHa He 0bHapyxmBaeTcA. Y nauneHToB ¢ gucrpoduren bekkepa
ANCTPOPUH, KaK NPaBUNO, HEHOPMaAJIbHbIN (HU3KMIN MONEKYASAPHbBIN BEC)
UNY NPUCYTCTBYET B HU3KOWM KOHUEHTpauun. AHanu3 mytaunim HK B
NnenKkountax nepndeprnyeckom KPoBu TaKKe MOXKET NoATBEPANTD
AMarHo3 nyTem BblABEHUA HaPYLLUEHWI B reHe

anctpooduHa dystrophin (peneunn nmetot 70% naymeHTOB C
anctpopuen doweHHa n 85% — c anctpodpuen bekkepa, a Aynankaumm
HabntoaatoTca y okono 10% B obeunx rpynnax).

MauneHTbl ¢ guctpoduen [oweyHa A0NKHbI NOABEPraTbCA OLEHKE
MCXOAHOro COCTOAHUSA cepaevyHon GyHKUMKM npu nomowm KT n IxoKr
Ha MOMEHT NOCTAHOBKM AMarHo3a uam go 6-neTHero Bo3pacTa.

BblABNeHMe HOCUTeNbCTBA M NMPeHaTa/1IbHAA ANArHOCTUKA BO3MOXKHDbI C _
MOMOLLbIO OObIYHbIX MCCNefOBaHMUIM (HanpuMmep, aHanM3a PoaOC/I0OBHON,
onpeaeneHns KpeaTMHKMHa3bl, Nona NaoAa) B COMETAHMM C aHA/IM30M
pekombuHaHTHOM AHK n ummyHoOKpawmBaHmem guctpodmHa B
MbILLEYHOU TKaHMW.



JIEYEHUE

MNopgpepxmBatowme mepbl

MHoraa HasHavyaloT NpeaHU30H Unu gednasakopt

MHoraa npu KapaMoMmnonatTumn UcnonbyoT MHIMbuTopbl AN n/mnmn 6eta-610KaTopsl
NHorpa KoppeKkTMpyoLwaa xmpyprua

He cywiecTByeT HUKaKoro cneunduyeckoro nedveHus. Jlerkme (1.e. cybMmakcmasbHble) aKTUBHbIE YNPAXKHEHUA peKoOMeHAyeTcA
BbIMNO/IHATL KaK MOXHO Z0/blle BO U3beKaHne gucdyHKUMOHANbHOM aTpodUM UK OCNONKHEHMUI OT rMNoguHaMun. MNaccueHble
yNpaXKHEHMA MOTYT NPOANUTb NEPMOL, CNOCOBHOCTM K NnepeasukeHunto. Optonegnyeckme BMeLLaTeNbCTBa AOMKHbI ObiTb
HanpasneHbl Ha NoAaepKaHne GyHKUUKN U NpesoTBpaLLEeHNe KOHTPaKTyp. OpTes roIeHOCTONHOrO CYCTaBa, OAEeTbl Ha BPeMS CHa,
MOXeT NOMOYb NPeLoTBPaTUTL CrnbaTenbHble KOHTPaKTYpbl. OpToneanyYeckme annapaTtbl Ha HOrax MOryT BpeMeHHO NomMoYb
COXPaHMTb CNOCOBHOCTL CTOATL M NepeasuraTbca. MHoraa HeobxoAnma KOpPEKTUPYIOLWAA XMPYPrva, B YaCTHOCTU NPU CKONO3e.
CnepyeT n3beratb OXKMpPeEHMA; NOTPEBHOCTU B KaNOpMAX, Kak NPaBuao, byayT HUXKe, YeM 06bIYHO, U3-3a CHUMKEHMA GU3NYECKOM
aKTUBHOCTW.

[pbixaTeNbHyt0 HeAO0CTAaTOYHOCTb MHORAA MOYXHO 1€4UTb C MOMOLLbI NMPUMEHEHUA HEMHBA3MBHOM PECNMPATOPHON NOAAEPKKM.
INEeKTUBHaA TPaxeoToOMMA NoAyYaeT Bce bonbliee NPpU3HAHWE, YTO NO3BONAET AETAM C AUcTpoduel [oweHHa AOXKMBATL A0
BO3pacTa cTaplue 20 net. Y geten ¢ gunatauMOHHOM KapanommnonaTnen MHrmbuTtopbl AN n/mnm 6eta-610KkaTopbl MOTyT NOMOYb
npeAoTBPATUTb AN 3aMeAIUTb MPOrPeccpoBaHME NaTONOTUMN.

Mpw anctpodun rolweHHa naumeHTam > 5 eT, KoTopble 6o/blie He NPUOBPETAOT UK TEPAIOT ABUraTE/IbHbIE HABbIKMK,
eXeAHeBHO Ha3HavyaeTca NpeaHU3oH uan aednasakopT. ITU nNpenapaTtbl HauMHaoT paboTaTb Yepes 10 AHel nocne Havana
Tepanuu; Nk 3GGeKTUBHOCTU NPUXOAMTCA Ha 3-i MecAL, U coXpaHAeTcA B TedeHne 6-Tn mecaues. [lonrocpoyHoe Mcnoab3oBaHne
npoagneBaeT cnocobHOCTb NepeasuraTbea Ha 3-4 roaa, yaydlaeT pesynbratbhl GYHKLMOHANLHOMO TeCTa Ha Bpems (onpeaeneHue
TOro, Kak bbIcTpo pebeHOK BbINoMHAET GpYHKLUMOHAbHbIE 334a4M, TaKMe Kak xoabba uan BCTaBaHMe C NoNa), NoAaepXKusaeTt
OYHKLMIO IETKMX, CHUMKAET OpToneaMyYecKUe OC/IOKHEHNS U CTabuUnM3npyeT cepaeyHyto GyHKUMIO. HasHayeHne npeaHU3oHa
yepes AeHb HeapPeKTUBHO. YBEIMYEHME BECA U KYLUMHIOMAHOE NLO ABAAKOTCA CAaMbIMMU PACcNPOCTPAHEHHbIMW NOBOYHbBIMM
adpdeKTamm Bo BpeEMEeHHOM MHTepBase oT 6 40 18 mecAueB nocae Hayana npuema. PUCK KOMMNPECCUMOHHOro nepesaoma
NO3BOHOYHMKA M NEPENOMOB A/IMHHbIX KOCTEN TaKKe yBennunBaeTca. Micnonb3oBaHue npegHu3oHa unamn aednasakoprta npu
anctpooum bekkepa ewe He 6bian A0NKHbIM 06Pa3OM MU3yYEHbI.



X- CLLEM/IEHHbIE
NOMMWHAHTHBIE BONE3HU

ButamuH [l — pe3ncteHTHbIn paxuT (TMnodpochaTteMmnyeckmnin paxur)
- UnnnHapomaTtos (LKULWKM-0nyXoaum Ha ronoBse)

- []Mnonnasna amanu

- ®aBu3M (NpumaxmHoBas aHeMmA)

- CuHgpom LLTtenHa - JleBeHTans

ButamunH [1 — pe3ncteHTHbIn paxuT (MTMnodochatemmnyecknin paxur)



BUTAMWH O — PESUCTEHTHbIN
PAXUT

(TMNO®OCPATEMUNYECKUN
PAXUT)

Tun HacnepoBaHUA: X-cUenAeHHbI AOMUHAHTHbIN,
X-cuenneHHbIN peueccuBHbIN, ayTOCOMHO-
NOMWHAHTHbIN, ayTOCOMHO-PELLECCUBHbIN,
COOTBETCTBEHHO.

ANNAEMMNONOINA: OTHOCATCA K peaKnM
HacneacTBeHHbIM 3aboneBaHMAM. X-CLenneHHbIN
NOMWHAHTHbIN rMnodochaTteMUYECKNIN PaxUT
BcTpeyaeTtca ¢ yactoton 1:20 000 »KumBbix
HOBOPOXAEHHbIX. YacToTa OCTa/IbHbIX dopm
HEN3BeCTHa



[MATOITEHES

3a cyeT NOJIOMKM reHOB HapyLiaeTca peabcopbuma pocdopa B
NPOKCMMANbHbIX MOYEYHbIX KaHa/bLax, YTO NPUBOAMUT K NoTepe
docdopa n3 opraHmama. Hegocratok pocdopa ABnaeTca NPUUYNHOMN
HapyLWEeHMS MUHEPANM3aLNM KOCTEN ckeneTa n 3yboB, 4To npmBoanT
K pa3BUTUIO paxmTa.

Mpwn gaHHOM 3ab0N1eBaHNM CHUXKAETCA aKTUBHOCTb lanbda-
rmgpokcmnasbl (CYP27b1) B noykax, nosTomy HapyLlaeTca
obpa3oBaHue ns.xonekanbumdbepona) kanobumtpmona (1,25(0H)2D),
B CBA3M C YeM Ha3Ha4YeHWe NpenapaToB HaTUBHOIO BUTaMmHa /i
(xonekanbundepon, poibn }K1Up, akBageTPUM, BUraHTO/) ABNSETCA
HE3(PPEKTUBHbIM.

[Mpn HekoTopbIX popmax Hapaay ¢ noTepen dochopa HapyLlaeTcs
perynauma cMHTe3a napatropmoHa u 1,25(0H)- ButamuHa 1, yto
MOXET NPMUBOAUTL K PAa3BUTMIO rTMNEpPnapaTMpeonsa,
rmnepKanbLnypusa c £opMMpOBaHMeN\ HeppPOKanbLMHO3A.



RJANHUKA

KnnMHnuyeckue nposBaeHuA: Kak npaBmao maHndectayma 3aboneaHums
oTMmeuaetca Ha 1-2 roay ®usHu pebeHka, npu HEKOTOPbIX popmax
Ha4YaN0 KAMHUYECKUX NPOABNEHUN OTMeYaeTca B bonee no3gHem
Bo3pacTe (5-6 nieT). Koppenauum mexay reHoTMnom n GeHoTUNom He
OTMeYeHO. B 04HON cembe TAMKECTb KNMHNYECKMX MPOABNEHUN MEXKAY
NOCTPaAaBLWMMM POACTBEHHNUKAMUM MOXKET BbITb Pa3NNYHON.
OCHOBHbIMWU KIMHNYECKUMU Npu3HaKamm PP asnatoTca:

paxuTnyeckme gepopmaumu rpyaHom KNeTkm, rmneptpodpma nobHbIx
OyrpoB Ha NePBOM roAy *KU3HMU;

nporpeccupytoine gepopmanMm Hor C MOMEHTA Havyana xoabobi;
«nepeBaMBaoOLLLAACA» NOXOAKA;

MbIlUeYyHaA c1abocTb;

3a/leprKKa pocCTa;

60/1b B KOCTAX;

nosaHee npopesbiBaHMe 3y60B UM YacTbl Kapuec 1 abcueccl.



Ha nepBom roay »n3Hu y pebeHka MoryT oTMe4aTbCs XapaKTepHble NPU3HaKN paxuTa:
rMNOTOHUA, rMNepTpodUA NOBHbLIX BYrpoB, paxmTUYECKME «OpacneTKU» Ha
Jly4e3ansaCTHbIX CyCTaBax, «4eTKM» Ha pebpax, C Haya/IoOM CaMOCTOSITE/IbHOM OMOPbI Ha
HOTM UM CamMOoCTOATEeNbHOM XoAbbbl NosBasAeTca BapycHasa (Man O-obpasHasn)
nepopmauma Hor. [leT HaumHatoTCA XOAUTb LUIMPOKO PacCTaBUB HOTU, MOXOAKa
nepesanumsaroLasca (no TNy «yTMHOM»), Npu 3Tom BbICTPO ycTatoT. B nocnheayoLem
MOKeT chopMUpPOBaTbCA BanbrycHas (unm X-obpasHas) gedbopmanma Hor.

Y HEeKOTOpbIX NaLMEHTOB B PaHHEM [IeTCKOM BO3pacTe MOXKeT cpopmMmnpPoBaTbhCA
KpaHuocTeHo3. Mpope3biBaHMe 3yboB y AeTelt 3anasablBaeT, co 2-3 roga »KU3Hu
OTMEYaeTCcs UCTOHYEHME 3MA/N, YacTbl Kapuec, 4acTo - CNOHTaHHble abclecchbl 3yboB
Nno npuynHe GoOpPMMUPOBAHUA MPUKOPHEBLIX KUCT.



Ha 2-3 rogy otmevaetca 3ameaieHme AMHaMUKK POCTa, AEeTU OTCTAKOT OT
CBEPCTHUKOB B PU3NYECKOM Pa3BUTUM, B MOCNEAYIOLEM OTCTaBaHUE B poCTe
HAPOCTAET, YTO MOKET BbITb CBA3AHO C Nporpeccmpyrowmmm gepopmaymamm
Hor. [lepopmauunm HOr BeAyT K AMCNPONOPLMOHAIbHOMY TENOCTOXKEHMIO 3a CHET
YKOPOYEHUA HUXKHETO CEFMEHTA.

Ha ¢poHe Ha3HauyeHMa npenapaToB HATUBHOM GOPMbI BUTaMMHA []
(xonekanbuundepon, pbibnit XKnp, BUraHTON, aKBAAETPMM) AiarKe B O4YEHb
BbICOKUX A03ax adpPeKTa He HabntogaeTca. [poBeaeHNe KoOppermpyrowmx
OCTEOTOMMUM Ha KOCTAX HOr B AonybeptaTtHoMm nepuoge (po 13-14 net), Kak
npasuno, npaktnyeckn B 100% cnyyaes xapaKtepusyetca peumansom
aedopmaumn uam ycyrybneHmem UCKpmMBAEHUIN HOT.

B B3poc/siom BO3pacTe y NaLMeHTOB MMeeTCA 3HaUMTE/IbHO BblPaXKeHHbI N
60neBOM CUHAPOM B 061aCTU KONIEHHbIX CYCTaBOB U UX TYronoABUXKHOCTb
(apT03), HEePPOKaNbLMHO3, KanbUndUKaLUA CBA3OK. [PU MUHUMANbHBIX TPAaBMaXx
BO3MOMKHbl NMepenomMmbl KOCTEN HOT, pyK Ha poHe ocTeonoposa. Mocne 18 net
OTMeYaloTcA YacTble abcueccbl 3yboB, BO3MOXHO A0 NOJIHOTO OTCYTCTBUA
CobCTBEHHbIX 3y60B. Kpome Toro no npuymHe KanbunduKaumm cBa3oK B
CpeAHEeM Yy NaLMeHTOB MOXET OTMEYATbCA CHUMKEHME CayXa.



AnarHocTtuka: npu scex popmax NPP B KpoBM onpeaenaerTca HU3KNIM yposeHb pocdopa, Kak
NpaBuao, B MEPNOL aKTUBHOIO pocTa pebeHKa B KPOBMU PE3KO MOBbIWEHA aKTUBHOCTb LLLE/I0YHOWN
docdartasbl, Npy HOpManbHOM YPOBHE Kanbuma. B moye npu Bcex dopmax MPP onpepensaetca
runepdocoarypuna. OnpeaeneHne pocdopa B pa3oBoin NN CYTOYHOM MNOPLIUM MOUM ABNAETCA
HenHPopmaTUBHbIM. KoHUeHTpauua 1,25(0H)2D B cbiIBOPOTKe M cTeNneHb KanbLMypun BapbuUpyHoT
M 3aBUCAT OT MOJIEKYNAPHOM OCHOBbI 3ab601€BaHMA. YPOBEHb NAapaTUPEOMAHOIrO rOPMOHa B

KPOBM MOXKET 6biTb HOPMANbHBIM UM YMEPEHHO MOBbILIEH.

Ha nepBom roay *ku3Hu y pebeHka c PP ypoBeHb pochopa KpoBU MOKET ObITb
HW3KOHOPMa/ibHbIM, MO3TOMY 0653aTEeNIbHO HEOBXOAMMO NPON3BOAMUTL ONpeaesieHne
TY6ynapHoi peabcopbumnm pocpaTtoB B moye. BaxkHO, cpaBHMBATL NOy4aeMble NOKa3aTenm
docPopa KpoBM NaumneHTa ¢ pedpepeHCHbIMM 3HAYEHUAMMN C Y4ETOM BO3PacTa U NOJa, B paHHEM
AEeTCKoM Bo3pacTe (g0 3 net) yposeHb pochopa B KPOBU 3HAUUTEIbHO BbiLIE, YEM B
NOAPOCTKOBOM.

Mpn NpoBeAeHNN PEHTIEHONOIMYECKOro UccaeaoBaHnA ANNHHBIX TPyb4YaTbix KocTen (KocTu
npeanne4ynin, beapeHHbIe KOCTU, KOCTU Fo/IEHEN) OTMEeYatoTCs XapaKTepHble paxuTuyeckme
N3MEHEHMUSA CTPYKTYPbI: BOKaNoBUAHbBIE YTO/LLEHUA 30H MeTapu308B, PAa3MbITOCTb,
«U3beAEeHHOCTb» CTPYKTYPbl MeTadun3oB. [1pn peHTreHorpapumn rpyaHon KNETKU MOXKHO OTMETUTb
Ha/IMuMe YTONLLEHUM (PaXUTUYECKNE «YETKU») B 30HE COeANHEHUA KOCTHOM U XPSALLLEBOM YacTen
pebep.

B 6onee B3pocnom Bo3pacTe npu nposeaeHUN 0630pHOro PEHTreHOI0rMYEeCcKoro CHUMKA
YentCcTen BO3MOXKHO 0OHaPYKUTb Ha/IMYMe KUCTO3HbIX NOA0CTEN B 061acTU KopHel 3ybos.



JIEHEHUE

B HacTosALLEE Bpema B MMPE UCMOb3YOTCA npenapaTbl docpopHoro bydpepa B
CoYeTaHUM c akTUBHbIMU dopmamm BuTamuHa [ (anbdakanbumaonom nam
KanbuuTpuosom). laHHaa cxema Tepanmu NpUMeHAeTca Y NauMeHTOB B Nepuog,
aKTUBHOro pocTta (8o 18 net). Cneayet NOMHUTb, YTO NpU gaHHOM 3aboneBaHum
npuem npenapaTtoB pocdopa AoaKeH ObITb pacnpeaeneH Ha 5-6 pas B CyTKM No
npuymnHe boicTporo BbiBeaeHUA pocdopa M3 opraHmMama. [1o3bl nogbmparoTca B
3aBMCUMMOCTM OT Beca NaumneHTa 1 NepeHOCMMOCTU npenapaTta. IGPeKTUBHOCTb
NIeYeHMA OLEeHMBAETCA NO OTCYTCTBUIO Nporpeccum aedbopmaumin HOT, YaydLIEHWUIO
dM3NYECKOMN aKTUBHOCTU (YMEHbLLUEHUIO MblLLEYHON cnabocTu), yaydlleHuto
AVHAMUKM pocTa. Hopmanusauma ypoBHA ¢ocdopa B KPOBU He ABASAETCA LENbIO
NeyeHunna U, HaobopoT, 4OCTUKEHME HOPMAbHOTO NokasaTtens ¢pochopa Kposu
roBOPUT O Nepeao3npoBKe npenapaTtamn. Ha poHe npoBoanMoi Tepanmu
HeobxoaAnMO perynspHoe HabaoaeHue nevallero 40KTopa, NPOBOANTb KOHTPO/b
YPOBHA NapaTropMoHa KPOBM, IKCKPELMM KanbLms B MmoYe 1 Y3U noyek, ¢ uenbto
n3bexatb NoboYHbIX 3P PEKTOB OT TEPANUN.

Bo3morKkHble NoboYHble 3 deKTbl: paHHMUE- }KUAKMUIA CTY/, TOWHOTA; NO34HMe-
TOPUYHbIN TMNepnapaTMpeons, rmnepkanbumypua, HePpoKaabLMHO3.



MauneHTam, AOCTUTLLIMM KOHEYHOro pocTa (nocne 18 neT), pekomeHayeTcsa HasHavaTb npenapatbl docdopa no
cneayowmm NoKasaHUAM:

1. Bblpa)'KeHHaﬂ MblleYyHas cnabocTtb U 60nm B KOCTAX,KOTOPble OrpaHN4YnMBatOT akKTUBHbIE OBUXKEHUA.

2. an nposeaeHnn onepaTtnBHbIX BMELLATENIbCTB Ha KOCTAX (KopperMpy}ou.Lme OCTGOTOMMM) C LeNblo ynydweHunAa
pereHepauunmn KOCTHOM TKaHMW.

3. Mpu BbIpaXKEHHOM OCTEOMNOpO3e.

MpoBeaeHWe Koppernpyowmx oCTEOTOMUIN BO3MOXKHO NPU AOCTUNKEHUN 15-16 neT Ha 3aKpbITbiX 30HaX pocTa. Mpwu
Bblpa*KeHHbIX AepopmaLmax B paHHEM LETCKOM BO3pacTe NPUMEHAETCA METOAMKA BpeMeHHOoro anvousnoaesa
(bnoknpoBaHMe 30H PocTa) € UCNONb30BaHMEM 8-06Pa3HbIX NAACTUH.

Y HEKOTOPbIX MALMEHTOB C BbIPaXKEHHbIM OTCTaBaHWEM B POCTE BO3MOXKHO NPUMEHEHNE PEKOMBUHAHTHOTO
ropmoHa pocta (pl'P) ¢ Lenbto yayyweHmMa pocToBoro NporHosa.

Bcem naupeHTam nNokasaHo Kaxkable 2-3 mecAua NpoBoaUTb Kypcbl 1eyebHo-npodunakTnieckomn GuskynbTypbl,
neyebHoro maccaxa. C uesibio yKpenneHns MbiliL, M NPeAoTBPaLLEeHNs apTPO30B KPYMHbIX CYyCTaBOB (/IOKTEBbIX,
KONIEHHbIX) PEKOMEHAYIOTCA exXeAHEBHbIe PU3MYECKMNE ynparKHeHUA (YTPEHHAA U1 BeYepHAA 3apaaKa),
3aHMMAaTbCA NJaBaHUEM, e340M Ha Benocunese.

Mpw Bblpa*keHHOM 601EBOM CUHAPOME B KOCTAX- CUMATOMaTUYeCKas Tepanus (aHanbretmku, HMBC).

Mpu chopMmnpOBaBLUNXCA apTPO30B CYCTaBOB- NPOBEAEHNE NAACTUKM CYCTABOB.

C uenbto NpesoTBpaLLEHNA NONHOM NOTepU 3y6OB NONOCTb PTa A0/XKHA OCMATPMBATLCA CTOMATONIOTOM He pee
yem pas B 3 mecsLa. B 4eTckom Bo3pacTe BO3MOXKHO npoBegeHue GTopMpoBaHMA 3y60OB 1M NOKPbITHE
cneymanbHbim renem. Mpu noceLLeHnn cTomaTonora ciegyeT yBeAOMUTb Bpaya O BO3SMOMXKHO HbICTPOM
MOBPEXKAEHMM 3MANN NPU NPOBEAEHNN KaKMX-MBO npoueayp.



