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Cnncok Ncnonb3oBaHHON NUTepaTypbl



OnpepneneHne 3aboneBaHuns

* Mykononucaxapugosbl (MINC) - rpynna HacrneacTBeHHbIX 605ie3Hen
oOMeHa BeLLEeCTB, CBSI3aHHbIX C HapyLLeHeEM MeTabonmama
rmmko3amuHornukaHos (['Al), npusoggdaLlee K MynsTUOPraHHOMY
nopaxeHuto. ObycnosneHbl JaHHble 3aboneBaHNA MyTauUSMN FEHOB,
KOHTPONUPYHOLLKX NpoLecc BHYTPUNMU3OCOMHOIO rmaporinsa
MaKpPOMOEKYIT.

* Mykononucaxapugos | Tuna - HacneagcTtBeHHAsA NIM30COMHasa 6onesHb
HakonseHua, odbycrioBneHHaa geuumtom doepmMmeHTa anba-L-
naoypoHunaasbl 1 npoTtekarwas ¢ pasnmyHbIMMN KIMHUYECKUMU
NpOosABNEHNAMU: YMCTBEHHON OTCTANOCTbLIO, NOpaXXeHneM HepBHOU
CUCTEMBI, cepae4YHO-Nero4YHbIMMN HapyLLEHNAMMU, renaTo-
cnrneHomeranuen, 3agepxkon pocrta, MHOXeCTBEHHbLIM AN30CTO30M,
NOMYTHEHMEM porosuLbl. Bce BhillenepevncrieHHble NpuU3HaKku
NPUBOOAT K UHBaNuamn3aLuu.



Knaccugukad
ns
3aboneBaHus

MIIC | THO CHHIpOM T'en DepMeHTHBIH deeKT Xpono- OMIM
COMHAasg
JIOKaJIH-
3aIHA
MIICIH I'ypnep IDUA HedHunt ansbha-L-HaypoHHIassl | 4pl6.3 607014
I
MIIC I ['yprep-Lieiie 607015
H/S
MIICIS [Tefie 607016
II MIIC II XaHTepa IDS Je(HLHT HIH OTCYICTBHE Xq28 309900
HIypoHAaT-2-CyabdaTasbl
JedHLHT HIH OTCYICIBHE
CyIb(OHIYPOHAT CyIb(paTa3bl
I01 MIIC ITTA | Car$HIHIOIO 252900
SGSH HedHuuT renapas-N-cyiabsdatassl | 17925
MIIC ITIB NAGLU | Jebuunt N-auetai-o-D- 17q21.2 | 252920
[THOKO3aMHHHIA3E]
HJe(pHuHT N-aleTHI-0-
[TTHOKO3aMHHHIA3bI
MIIC IIIC HGSNAT | JepHUHT renapaH-o- 8pll.21 252930
[TIOKO03aMHHHT N-
aneTHITpaHCchepa3sbl
MIIC IIID GNS JepHuHT N-aleTHITIIOKO3aMHH- | 12ql14 252940
6- cynedatassl
IV MIIC IVA GALNS JedHLIHT raJakTo3aMHH-6- 16q24/3 | 253000
MopkHO cyabdaTasbl
MIIC IVB GLBI JehHUHT B-raJakTo3HIa3kI 3p21.33 | 253010
VI MIIC VI Mapoto-JlamMH ARSB JepHUHT N- 5ql4.1 253200
alleTHITaTaKTO3aMHH-4-
cynbdaTassl
VII MIIC VII Cnas GUSB JdedHuHT B-rMIoKypOHHIA 3k 7q21.11 253220
IX MIIC IX HenmocratouHocts | HYALI Je(HIHT rHATYPOHHIA3BI 3p21.31 601492

THATYPOHHIA3hI




KoguposaHue no MKb-10

* E76.0 - Mykononucaxapugos | Tuna

CornacHo KITMHUYECKNUM NPOABIEHUAM BbloensAoT 3 opMbl MyKononucaxapugosa | tmna:
- MINC | H cuHgpom l'ypnep;

- MINC 1 H/S cunapom l'ypriep-LLewne;

- MINC 1S cnHgpowm Lene.

« E 76.1 - Mykononucaxapugos Il Tuna

* E 76.2 - Mykononucaxapugos lll Tmna

BbloensoT YeTbipe KNUHUYECKN HepasnnMYMMbIX NOATMNA, XapaKkTEPU3YIOLLMXCS Pa3HbIMM
Buoxnmmyecknmm gedektamm

DeHOTHII MecrtononoxeHne | OeHOTHII I'en I'en/JIokyc DepMeHT

MIM MIM
MIIC ITITA | 17q25.3 252900 SGSH 605270 IemapaH-N-cynbgaraza
MIICIIIB | 17q21.2 252920 NAGLU 609701 o-N-anmeTHiI-D-IrimroKo3aMHHHIa3a
MCITIOIC | 8pll.21 252930 HGSNAT | 610453 ['emapan anetin-KoA:a-

TTIOKO3aMHHHI-N-

aneTHITpaHchepasa

MIIC IIID | 12ql14.3 252940 GNS 607664 N-aneTHIrIroKo3aMHuH-6-

cyiab(arasa




MexaHu3M pa3BUTHS:

Hacnenyetcs no ayToCOMHO-peLEeCCUBHOMY TUMY

MyTauwns reHa IDUA

HakonneHwne
cybcTtpaTta npu
HeOJOCTaTO4YHOM JlokannsoBaH B
perpagauuun Al XPOMOCOMHOMU
obnactn 4p16.3




deHoTmn 6onbHOro cuHapomom l'ypnepa




KnnHmnyeckoe nposaBneHune

« XapakTepHbIM CUMNTOMOM AJ1 HEE ABNAETCH
nedopmaumsa Yepena ¢ pa3BMTuemM rpyobix 4epT nmua.

« K ABYyM rogam KnnHu4eckas KapTuHa y>Xe NMosSIHOCTbIO
BblpaXeHa 1 npeacTaBneHa cepbe3HbIMM AedhopMaLnaMm
cKkeneTa, HapyLleHnem paboTbl cepaLa, NeYeHn n
Ceie3éHKK, a Takke BbIIBIEHNEM MHOXECTBEHHbIX rPbX.

* [1IporHo3 3aboneBaHUda KpanHe HeEBNaronpuUATEH.



[lnarHocTtuka

XXanobbl n aHaMHe3: orpybeHne 4epT N1ua; YacTble pecrnmpaTtopHblie 3aboneBaHns;

rPbIXKN; CHUXXEHWE CnyXa; CHUXXEHUE 3PEHUS; NOMYTHEHME POroBuULLbI; yXyaLleHne
nepeHoCUMOCTU U3NYECKNX HArpy3oK, criabocTb B KOHEYHOCTSX; TYronoaBUXXHOCTb CYyCTaBOB;
N3MEHEHNE NOXOAKN; HENOBKOCTb MENKOW MOTOPUKN; 3aeprKKa NMCUXOPEYEBOro PpasBUTUS;
HapyLUEeHNEe KOHTPONS 3a PYHKUUSAMN Ta30BbIX OPraHoB; anHO3 BO CHE; HAPYLLEHUA CO CTOPOHDI
XKEenyao4YHO-KULLIEYHOro TpakTa

dusunkanbHoe obcnenoBaHue: pr6ble YyepTbl NMnua, HU3KOPOCINOCTb, TYrornoaBm>XXHOCTb
CyCTaBOB, NOMYTHEHNE POroBULLbI, rernatomMmeranungd, crifieHomMmerasind, naxoBo-MOLLUOHOYHbIE U
MYMNOYHbIE MPbIXKN

JlaGopaTopHasa AMarHocTuKa: ornpeaerieHne akTMBHOCTY anb@a-L-naypoHnaassl B KyneType
domnbpobnacToB, N305IMPOBAHHbLIX NENKOLMUTOB, NMMBO B NSATHaAX KPOBW, BbICYLLEHHbIX Ha
domneTpoBanbHOM bymare; nccnegoBaHue 3KCKpeunn gepmMartaHcynbdaTa u renapaHcynbdarta c
MOYO0WU;

UHCTpyMeHTanbHaa anarHocTUuKa: yrbTpa3ByKoBOro nccrnegosanusa (Y3WM) opraHoB 6proLLHON
NOMNOCTU, CENE3EHKN, NOYEK; peHTreHorpadum ckeneta; anekrpommorpadouu (Ml n
anekTpoHenpomuorpadus (HMI)

AOnddepeHumnanbHasa gMarHocTuka



JleyeHne

 KoHcepBaTuBHOe ne4vyeHue: nposegeHne pepmeHTHOU 3amectTutensHon tepanum (P3T).
®3T npoBoagnTcAa NapoHmnaason (kog ATX A16AB05); KOppPEKLUNIO cepaeyHHO-COCYaNCTON
HeOOoCTaTOYHOCTU, apTepuaribHON rMnepTeH3Nn peKoMeHaYyeTCA NPOBOAUTL CTaHO4APTHbIMU
METO4aMM KOHCEPBATUBHOIO NEYEHUSA, MPUHATLIMU B OETCKOWN KapaNOonorum; rnevyeHme
nosefeH4YeCKnX HapyLeHNN pekoMeHO0BaHO NPOBOANUTL C y4aCTUEM NCUXOHEBPOJSIOra,
00ObIYHO UCMOSb3YIOTCS cedaTUBHbIE CPEeACTBA, TPAHKBUITN3ATOPbI, KOPPEKTOPLI NOBEAEHUS;
npuv cUMNTOMaTU4eCcKou annnencum pekoMmeHgoBaHoO Ha3Ha4YeHe aHTUKOHBYITbCAHTOB,
O4HaKO 403MPOBKM PEKOMEHAYETCH NUCMOSb30BaTh MEHbLUE cpeaHeTepaneBTUYECKNX AN
CHUXXEHUA pUCKa pa3BUTUA BO3MOXHbIX HeXXenaTenbHbIX 3deKTOB

 Xupypruyeckoe neyeHue

e TpaHcnnaHTauusa reMono3TUYECKUX CTBOJIOBLIX KITeTOK: NpOoBeAEHMNE TPaAHCNNaHTauum
remonoaTnyeckux cteonoBbix knetok (TI'CK) naymeHtam ¢ MINC 1H go goctuxeHust Bo3pacTa
OBYX IET NpU HOPManbHbIX UNU cybHOpPMarbHbIX NoKasaTenax pa3sntuga (DQ>70)



Mykononucaxapungoas Il Tuna

 Mykononucaxapupo3s Il Tuna HacneacTteeHHasa NIM30COMHas
bonesHb HakonneHus, ¢ XcuenneHHbIM PeLECCUBHBIM TUTMOM
HacrnegoBaHUs, KOTOpaa XxapakTepuayeTca CHUXKEHNEM
aKTUBHOCTM JIM30COMHOIo pepMeHTa naypoHaTt-2-cynbdarasbl
(12S), BbI3BaHHLIM MyTauUuen B reHe IDS. [ledpununt doepmeHTa
npueogunT K HakonneHuto Al B nM3ocomax, npenmMmyLLecTBEHHO
dopakuuu renapaH- u gepmMmartaHcynbdara y NpoABNseTCS
NPOrpeccupyoLLMMmM NCUXOHEBPOSTOTMYECKUMN HAPYLLUEHUAMMN,
nopaxeHUem napeHXMmMaTo3HbIX OpraHoB
renatocnneHomeranmeun, cepaeyHo-rnero4HbIMu
paccTpouCTBaMU, KOCTHLIMU AedopMaLnamMn.




MyTauwns reHa IDS

MexaHu3M pa3BUTHS:

Hacrnenyetcsa ¢ X-cuenneHHoMy peLeccuBHOMY TUMNY

CHWwKeHune
aKTUBHOCTU
naypoHar-2-

cynbdaTasbli(12S)

AKKYyMynsauma
[MUKO3aMUHOIMNKaHOB
(FAlN) B nn3ocomax

Jlokanu3oBaH Ha
ONMWHHOM nneye X-
XPOMOCOMbI
Xg27.1-928




deHoTnn 6onbHOro cCMHAPOMOM XaHTepa




KnnHmnyeckoe nposaBneHune

Kak 1 npu mykononvcaxapvaose tuna IH HabntogaeTcs ckagouedanus,
orpybneHue 4epT nvua, HU3KUIM ronoc n 3aTpyaHeHus AblxaHus n3-3a gecopmMadim
nuuesoro ckeneta. [py 3ToM XapakTepHbIv Ans Mykononmcaxapuiosa tuna [H
KNG 03 0ObIYHO HE BLIABIIAETCS, CUMMTOM «KOLUAYbEW CMUHbI» OTPpULATENBHbIN.

MocTeneHHO pasBMBAIOTCA HAPYLLEHWSA KOOPAMHALIMM ABMKEHWUI, BO3pacTaeT
arpeccmBHOCTb. HacTpoeHne HeycTon4YMBOE, C pe3kuMin nepenagamum.

Habniopaetca  He3HauyuTeNbHOE  YBENUYEHWE  CENEe3eHKM U TeYeHw,
NPOrpeccupyollas TYroyxocTb, Y3enku Ha KOXe CMUHbl U HEeKOTOPOEe CHUXKEeHue
nHTennekTa. B nocneaytoLem MOXeT pasBUTbCS NMOMYTHEHME POTrOBULIbI.

[Mpy GnaronpMATHOM BapuaHTe CUMNTOMbI BblpaXXeHbl Hepe3Ko, MHOTAa BO3HUKAET
He3Ha4yMTenbHas YMCTBEHHAasi OTCTanoCTb, NALUMEHTbI C MyKOMNonMcaxapuao3om
MOTyT AoXuMBaThb A0 30 1 bonee net. [1ns HebnaronpuaTHOro BapuaHTa XxapaktepHa
ApKas KNMMHUYEecKasa KapTuHa U cepbe3Hble HapyLleHUst MHTennekTa. JletanbHbin
MCXOM HacTynaeT B NOAPOCTKOBOM BO3pacTe.



[lnarHocTtuka

XXanobbl n aHaMHe3: orpybeHne 4epT N1ua; YacTble pecrnmpaTtopHblie 3aboneBaHns;

rPbIXKN; CHUXXEHWE CnyXa; CHUXXEHUE 3PEHUS; NOMYTHEHME POroBuULLbI; yXyaLleHne
nepeHoCUMOCTU U3NYECKNX HArpy3oK, criabocTb B KOHEYHOCTSX; TYronoaBUXXHOCTb CYyCTaBOB;
N3MEHEHNE NOXOAKN; HENOBKOCTb MENKOW MOTOPUKN; 3aeprKKa NMCUXOPEYEBOro PpasBUTUS;
HapyLUEeHNEe KOHTPONS 3a PYHKUUSAMN Ta30BbIX OPraHoB; anHO3 BO CHE; HAPYLLEHUA CO CTOPOHDI
XKEenyao4YHO-KULLIEYHOro TpakTa

dusunkanbHoe obcnenoBaHue: pr6ble YyepTbl NMnua, HU3KOPOCINOCTb, TYrornoaBm>XXHOCTb
CyCTaBOB, NOMYTHEHNE POroBULLbI, rernatomMmeranungd, crifieHomMmerasind, naxoBo-MOLLUOHOYHbIE U
MYMNOYHbIE MPbIXKN

JNlabopaTopHasa AuarHocTukKa: uccrnegoBaHue cnekTpa 1 KormyecTBa 3KCKPETUPYEMBbIX
MWKO3aMUHOITIMKAHOB C MOYOW; onpeaeneHne akTMBHOCTU MAypoHaT-2-cynbdarasbl B KynbType
dnbpobrnacTos, N30NIMPOBAHHbLIX NENKOLMTOB, Na3sme KpoBu NMbo B NATHaX KPOBW,
BbICYLLEHHbIX Ha (bunbTpoBanbHOW Dymare; MofekynapHO-reHeTUYeCKoe nccrnegoBaHme:
BbIABNEHNE MyTauUni B reHe IDS, kKogupyoLwem naypoHaT-2-cynbgaTasy.

UHCTpyMeHTanbHaa anarHocTUuKa: yrbTpa3ByKoBOro nccrnegosanusa (Y3WM) opraHoB 6proLLHON
NOMNOCTU, CENE3EHKN, NOYEK; peHTreHorpadum ckeneta; anekrpommorpadoum (Ml n
anekTpoHenpomuorpadusa (HMI)

MuchchenadiIanLEAa AIArHOCTIAK A



JleyeHne

 KoHcepBaTMBHOE rneyeHue: nposegeHne pepmMeHTHON 3aMeCTUTESNTIbHOW Tepanun
(P3T) npenapatom naypcynbdasa (kog ATX A16AB09); KOppeEKLUO cepaeyHHO-COCYaNCTON
HeOOoCTaTOYHOCTU, apTepuaribHON rMnepTeH3Nn peKoMeHaYyeTCA NPOBOAUTL CTaHO4APTHbIMU
METO4aMM KOHCEPBATUBHOIO NEYEHUSA, MPUHATLIMU B OETCKOWN KapaNOonorum; rnevyeHme
nosefeH4YeCKnX HapyLeHNN pekoMeHO0BaHO NPOBOANUTL C y4aCTUEM NCUXOHEBPOJSIOra,
00ObIYHO UCMOSb3YIOTCS cedaTUBHbIE CPEeACTBA, TPAHKBUITN3ATOPbI, KOPPEKTOPLI NOBEAEHUS;
npuv cUMNTOMaTU4eCcKou annnencum pekoMmeHgoBaHoO Ha3Ha4YeHe aHTUKOHBYITbCAHTOB,
O4HaKO 403MPOBKM PEKOMEHAYETCH NUCMOSb30BaTh MEHbLUE cpeaHeTepaneBTUYECKNX AN
CHUXXEHUA pUCKa pa3BUTUA BO3MOXHbIX HeXXenaTenbHbIX 3deKTOB

 Xupypruyeckoe neyeHue



Mykononucaxapungoas lll Tmna

 Mykononucaxapugos lll Tuna (Cuigpom CaHcdMnunno) - HacneacTBeHHas
nn3ocomanbHas 60ne3Hb HaKoMMNeHns, reHeTUYEeCKN reTeporeHHas,
o0ycnoBneHHasi HakonneHneM renapaHcynbgaTa 1 xapakTepu3ayLLLascs
NporpeccupyoLen yMCTBEHHON OTCTaNoOCTbiO, YMEPEHHBIMU N3MEHEHNAMU

cKenerta.



MexaHu3M pa3BUTHS:

Hacnenyetcs no ayToCOMHO-peLEeCCUBHOMY TUMY

MyTauua reHa SGSH

HapyLieHune

KogupoBaHue
renapaH-N- Jlokannsauuu B

cynbdarasy XPOMOCOMHOW
obnactn 17g25.3




deHoTnn 6051IbHOrO CUHAPOMOM

CaHdununno
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KnnHmnyeckoe nposaBneHune

B paHHeM nepuoae: pebeHOK HaYMHAET OTCTaBaTb B Pa3BUTUN OT CBOUX
CBEPCTHUKOB; peOEHOK HE OTNMMYaeTCs OT OObIYHbIX AETEW, CUMNTOMbI
HecneumnduyHbl, N NMLLb Marno3aMeTHblE KOCBEHHbIE NMPU3HaKu

B pa3BepHyTOM cCTagun: xapakTepmnayeTcs NOBbILLEHHOW aKTUBHOCTbHO,
6eCcnoKOMHOCTBIO 1 YacTO OYeHb TPYAHbIM NoBeaeHneM. HekoTopble aeTtu
OYEeHb Marno CnsaT HoYbl. HekoTopble NpUHMMAaLOT y4acTne BO BCEX
aenax. Hekotopble JeTU HE MOTYT Hay4YMUTbCS XOAUTb B TyaneT, a KTo
oby4aeTcs, Co BpeMEHEM TEPSET 3TOT HaBbIK.

B no3gHen ctaguu: y AeTen cHMKaeTcsa TemMn Xn3HU. OHM CTaHOBATCS
HEeyCTOMYMBbLIMUM Ha HOrax 1 4YacTo nagarT npu xoabbe nnm bere. NMNocTeneHHo
OHM pa3y4dmBatoTcs xoanTb. CunbHas 3agepkka B YMCTBEHHOM Pa3BUTUMN.

Ucxoa: Bce BblLLEeNnepevncrieHHble NPpU3Hakn NnpmnBoaAT K HBarimnan3auun, a
NP TAXXEernom Te4eHnin bones3Hu - K neTarsibHoOMy ncxoay.



[lnarHocTuka

XKano6bl u aHaMHe3: HapyLleHe NOBEAEHNS; TMNEPAKTUBHOCTb; HapyLUEeHNE CHa; HapyLUeHne
rMOTaHWSA; CYA0pOrn; 3agepKka pe4eBoro pa3BuTUS; CHUXKEHWE Cryxa; orpyoeHune yept

NNLA; CHWXKEHME 3pEHUs; HapyLLeHWe CTyna; renatoMeranus; crnineHoMeranusi; HeNoBKOCTb
MENKOM MOTOPUKX; OOMnKM B CNNHE, HOrax, NapecTe3nm B KOHEYHOCTAX

dusunkanbHoe obcnenoBaHue: YMCTBEHHYIO OTCTaJ10CTb,; TMNEepPakTUBHOCTb; perpecc
NMCNXOMOTOPHOIO pa3BUTNA; TYronoaBm>XHOCTb CyCTaBOB; J1EIKOE orpy6eHV|e nnua;
renatoMeranng; criJieHomMerarnumd

JNlaGopaTopHaa AMarHoCTUKa: uccrieqoBaHme 3KCKpeLum renapaHcynbgarta c

MOYOW; NpoBeaeHNE MOMEKYSIAPHO-TEHETUYECKOIO NCCNeaoBaHUS: BbIABIIEHME MYyTaLUMN B reHax;
KOHTPOIb BUOXMMNYECKOTO aHann3a Kposu (onpeaensitoT anaHnHammHoTpaHcdgepasy (AJ1T),
acnaptatammHoTpaHcgepasy (ACT), obwmnm 1 npamon ounnupybuH, XxonecTepuH, Tpurnnuuepuab,
KpeatuHdocdokunHazy (KPK), naktataerngporeHasy (J14IN), kansumn, doocdop, WenoyHyo

ocgparasy (LLiP))

UHCTpyMeHTanbHaa anarHocTuKa: yrbTpa3ByKoBOro nccrnegosanusa (Y3WM) opraHoB 6proLLHON
NOMNOCTU, CENE3EHKN, NOYEK; peHTreHorpadum ckeneta; anekrTpommorpadounm (Ml n
anekTpoHenpomuorpadus (HMI)

AOnddepeHumnanbHasa gMarHocTuka



JleyeHne

¢ KOHCGpBaTMBHOG ne4vyeHwue: riedeHne noBegeH4YeCckmnx HaprJeHMVI
npoBoANTCA NCUXOHEBPOJIOIToOM, peKoMeHO0BaHO UCINOJIb30OBaHNE
ceJatTuBHbIE CpenCTBa, TPAHKBUITN3ATOPbI, KOPPEKTOPbI NoOBEOEHNA,; NPU
CUMMNTOMaTU4YEeCKOU anmnnencum pekoMeHaoBaHO Ha3Ha4YeHNe
dHTUKOHBYJ1IbCAHTOB, OAHAKO OO3UPOBKU UCIMOJb3YKOT HUXE
cpeaHeTepaneBTNYECKNX 4AJjid yMeHbLUEHNA PUCKA PA3BUTUA BO3MOXHbLIX

HeXXenaTtenbHbIX 9PMEKTOB
 Xupypruyeckoe rie4eHue
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