339 MECP2 =& fE{&EE

1.

M=
MECP2 EEJEIEEH L. 2005 FE(ZHO THESN-HEETERABHEMSDFHERRIET.
EEOMMUES. EHFREEF. RETHIRLESIVERERETANATEEET S,

[RE

XZEEALICHAMECP2 BEFEECHEENEERICKS. ALTLUILLTEERTHIEN
2D EREFHIRESIN TS, BHDRBEEL 100%THD, AN=XLOFMILATH
THDH.MECP2 BEFHEENEEEZET X LBARTLIIKE=FEFELEZITS1=0.
ZHTIEBERER V)T ELGDHIEN B, —F . FHEHEREO X 2AEARTELEEIC
FEEMEBEFELRESN TS,

AEIR

FLRARHADHERET . EEDOHMMETLESHZEF. BEANITERIRME. £17
PR, RIEME R R (MRS RRECRBRRELGE) BLUEFERETADA
TR ET D, ETHEMEREE. TREBAUTERICHEVEITT 5. TAMAREIL R
HALIRRICREL . BRERMETHHEN SN,

T HIESREREEDFEM. BBEFER) LB GERCELIALR. R
Fgk. LWVRZE /MSEO,. TOMOA, REGE)GEZZH D, RERDEFE (A RIBIE.
16G2 RZIE)MMHET HBIBRoN TS,

AR

BEARSHEILTESY . HERELERENEELLED, TAMAREEICHLTIE T
ADNARER(EER) ICELEMBRSAITHONLID, —BIERAERETH D RYR
YRPIEICHT HBR. HIERERISH T EEREEEN TOND,

Fi&
MRERTETETHY . TADLADEHIMBZHNFTRICHEERITY . BYRT R
RENERFPRICEET D,


KTYWE
テキスト ボックス
別添５
（本委員会として指定難病の要件を満たすと判断することが妥当とされた疾病）



O EHHIEICHELREE

1. BEH
# 50 A
2. HIRDO#E

T (D FRELL T, MECP2 B FDBEI RIS H AN . TOHKEREIETHATH S, )
3. RMLGABEARE
RHESL (B AEIR D THEBED H o )
4. REODEE
HE(EETMMESLEFHHKERESICNA T, REERBELEFIERETANADT:
HHEEENBRREET D, £f-. KATIEEELL. BFTEELFLY, )
5. PMEE
HY
6. EEENE
Barthel Index LT 85 U FZXHRET B,

O 1ERizHtT
Hat R BBUEARE £ IMECP2 EHEIRE R U FOXG! fEIEE . CDKLS SEIRE DR
EHT IR
HRARE EIHAREREAEIES AREENRL 42— WRE FEk

HA/NRHRER
LRAERIBLE HAMRHEERER FER HREER



< EOEREZE>
Definite. Probable ZX{& &9 5,

A. JEIR
(¥18H)
1. EEDHMES
LREAMSDFHRERET
fRYRG R (FRREM)
HREALZEOEFERETADA
SHILSRAEK (EEDOER., I8, B BEFR)
HRNGEER CEEKITAE . RRHEEER. EORE /NSGO. TFoMOO, XEL
H)EEAKREHARWNMEEMRELII)

(BIIEH)

7. BIR(BMH)

8. 7T/AFBX

9. F-BiDERELES
10. EITHEDEERE

o 0k wN

B. #i A2k
TUoOTIVRUERRE . LYMEIREE . CDKLS RIESE . FOXG1 fEREE . ATR-X JEIZEF. L1
SEIEEE. Lowe SE{&ZEE. Coffin—Lowry fE{&EE. Allan-Dudley—Herndon fE{&%%. Renpenning
fEIZEEE. Juberg-Marsidi SEIR B E D FEHERN R ZEFEHOIEE,

C. BI-FHBRE
MECP2 Bz FZ#ELEE MY / LOE—# DB E| (F=ZE PCR, MLPA, 7L 4 CGH, FISH
DWLWThHDBREIZELS),

<gErOATI)—>

Definite: AD (FIEH) DS554IEBE L EH DB OERIFEELRRNL. CEFm/I-TID,
AD(XIEB)DS>L3EEMND(BIIER)DS>53EEH LU LMD B OERIKEEZRRIL.
C#Emt=9+tm,

Probable: AD (FIEH)ND>H4IEB LI LMD B DERKEEXFRMALI-ED,
AD(FIEH)D>HIEEMND(BIEB)DS>EIIEEU LMD B OERIFEEZRRINL
T::bo)o

D. 5E%$18
mi%- £t HRERR 1K IgA M4E. K [gG2 MfE,

- 3-



<EEESE>

Barthel Index ZFALNT 85 LI T X% &ET S,

BERNE RE
BiZ. BBIELEDERET. IBENKERNICENKZS 10
1RE BANB(TcE 2, BDTEV > TN LTHED) 5
278 0
BiZ. 7L—F. 7Yy NLANOBESEVFHITEIHARD) 15
SHINE Ry R | BEOBINDEEEREET S 10
" nos B2 Z &AM THINEERNE 5
ENB R IIARPIEE 0
e BI(EE. BE. mEE. OFRID) 5
A NBhE folE R AIRE 0
BIL(KRIRDBRIE. BIEKRZED. R—FJIERLBEZERLTVWSIEHEIFEZ 10
DFFEE D)

4~ LEE MANB, $EXXD. KR BRKCABHEET S 5
ENBI X IERTIEE 0
=hva 5

5 A&
EAONBY K ITRAIHE 0
45mBl EDFHIT, MEREERTF. HTHRER)DOEAOFEERH LY 15
45mYU L DNBYFIT. HITROERZED 10

6 H17
HIIRBEDZE. ERFICT 45mB EDRIETEE 5
LB 0
B, F9OREOEROFREEIMbOARN 10
7 BEERARE NBELBERZET D 5
NEE 0
BiZ, #t. 77RF— REOBERESD 10
8EBX HANB). BENGREA. ¥2U LB TITAS 5
LB 0
KERU. ThE. LEOIWOHFVE AR 10
9HMEOY MO |EEREKEHD. Rhh. LEORDEWCNABZETZELED 5
LB 0
KERB L. PUREFDOED TN D AJRE 10
10 FRIAY MOV [EZREEHD. WRFOWODBWCNBHEET2ELHED 5
LB 0

- 4-




Xﬁﬁ%ﬁ&@ﬁff PO BT 5 B ERHE

1.

ﬁ%* WD ERERIER, BT AT LT, WA BB OHEN 2
. WITRORAO L OEZ W THEL X 2R (7277 L, YR ol 2 R
ﬂuur“ﬁhr%ﬁf%of TERATEER L DITR S, )

IR ST B B YISOV TIL, I BE IO T TR LT

VHIRETH- T, HIL6 AR TROEVIREZEMPHETZ & &9 2,

L RB, SEROREN R OEIEENEE T EU RICEY LARWETH D0, EEEL

EREEMGET A Z ENMEREDIZHOWNTIL, EEEB KORGS5,



340 IREMBETDIEREE (WILET T —EEBREST,)

1.

BE

REMBET2FEIREE (primary ciliary dyskinesia:PCD) [, SR EIZEET DB FDRH/ N T UL TEE
CHEGUERETHY. EBEREISEX. [REILRIE . NS D3MIZET 5 Kartagener FEIREEE
BU. BEDOZIZBETREL. BUESBIRER, BHEPE R SEXILRE. FEEHAEL., HF
MEBEBEERYIRLT, FICHRALEE-L, MBBOBEL LGS, ST ESREDETFEMBRE.
RECEET IELFENRE. RE—BILERELEENTLEICKIVEINS,

2. [RE

MEODBEEAPHREDOHAILTLHLEICEET SERFORINIT U EREET D, CD 20 Ffi
[CREEEFHIRRIEASH ., BERTEELE 50 OREEEGEFARESN TS, CNHDEEF
DFRBAN)T UMNIREBEFCREMRZESL. [E. BEOHBRREBMEMEZTHIRSE D, T
RFDOHEEDEHEELEEST, —HILBEO—RBREDEFEZTZS IS L. REFEALLEXRED
REDRELLD, CNETITHRESNIZEEFO/N\)TUMIABOEICEYZHTHD, BILERERER
FEFHOEETH. BESNDIEHF OCEEENERD,

3. fEK

4.

FRERITEEEBMEELT ITFRB[ERTHL REFHITIHEERNOHONDSIEDL £ERUF
THONDZELH D FEREFMICKVETELGD MEMETSERBERSBIREUTIZRT
CHERTIISITR, ZHR. ik, BXHSAON. RATIREXILRE - MR EXXEST,
 SESFLEEEDERUERBISEREET,

. BHMEHREXHIVEIETDREENADND,
AL DV EABSR LN ANDZENH D,
BUETEENADND,
RIREICIRBEERRERBEEOIRKEENH D,

o o N o

BEE

BEDECABRARNVGEEEEITES FRFOEHEFRFRAREICKHTLABENFLELGY £ ES
BTV ABECESREIESTCERINE) T3y AHEEZEUREEEE. BREFHS
FUBREZEDIREREDEEZRG T ILELNH L. ARODBEEE, EBEEZFHL. EEDETE
EoEHILITLY QOL HREDIETHD, OB, REI)T IV REE (ACT) WLEBE AL DI
WUNEYT—2ay  SREEEZSUREETE ., REFHALUVREZEH-REREDIEELITI,
EEELE-GRICEAMBEAMDELLGS, BEFRBEICHRLTE.RERBERNBEFIAE
(intracytoplasmic sperm injection: ICSI, L\ BTEMIZFE) F1TOCEICKYEER(ITIFHET H A AIREE
5%,



5.

Pk
B ICEYRES, EYICEESNN SRR EOETISRLETEDN, 2HELTHEE—B

EAERHELLITRAIETT 5. MRBBAERYEL THIPRR2EE1L. BEFTEMBED

HiS L5, BHERT, A ORAEBLOT, FPIOBRTOBE . AR, BBRENKYTH,

O ZHHEIHELEIHE

1.

BEHN

#39 5000 A K

HIRDHEE

THREICEET DEEFORUNI TN ELREATHLH ., REECFAATRERROEF
[CTREALGEAH LN, )

MRMIAEAE

REEL (RHEBREDHTH D)

RHADEE

DLEGETHETHY . EERRERETILENH D, )

HY

it
ot
3

EHESE
BEEHBEALTERERE I U EEHRET S,

g

O faEmiRMHT

TV FEAMMREICET 2REHERLL

MERKRE EREMKZFAMZFEEIRE iR ABRX
BASHEZR REEETSERBOZROFIIEEREER]
ZER ZEXFEXFREZVEME SRR - ERBNE BB MTRABE

[BREMZER]
MBAMFRBFER ]
BAESREHERBNEFR]
MEAR/NREFRBZFR]



<EOBREZE>
Definite, Probable Zxf& &9 5,

A XEIER

1. FAERTEISER, ZE@GEOERSFER., ik, BERMOLT hh,

A TIEREIRRE. HHV TR ER %,

Bt REIRER

BHMERERH DN I ZDREE

R AL 85 B U N X R #8451

BRI

2R BT RERFEFORIKE

REMERS (BUEF-EREIXMEOERTERMBZRNLTERRE TABEMETREDOTHZED
BEEZROIN. HAIVEEFRMBETHREBEDEEEZRDHD)

N o a bk DN

BELFMERE

BREMEET SEIERICEEET DBIEF (ARMC4, CCDC39, CCDC40, CCDC65, CCDC103, CCDC114,
CCDC151, CCNO, CFAP57, CFAP221, CFAP298, CFAP300, DNAAF1, DNAAF2, DNAAF3, DNAAF4,
DNAAF5, DNAH1, DNAH5, DNAHS, DNAH9, DNAH11, DNAIT, DNAI2, DNAJB13, DNAL1, DRC1, GAS2L2,
GAS8, HYDIN, LRRC56, LRRC6, MCIDAS, NEK10, NME5, NMES, RSPH1, RSPH3, RSPH4A, RSPH9.,
SPAG1, SPEF2, STK36, TP73, TTC12, TTC25, ZMYND10) DIET7LIVIZRRMERZEEH S, HDU L
FOXJT TIERTUIVITRRMERZRE DS, HDWE OFD1, PIHID3, RPGRTIlE . T TIXM7ZLILIZ, BiE
TIE 1 DDTLIVICRIEMERZRD S,

C Rk
UTDHREEENT S,
LM RME. RRERETSMEREE

<gohTa)—>

Definite:A D1 ~6MN56D%ELEHL1DEI=L. M D B D5604HKEH1DEHI-L. M DOCHERIT REEK
BERNLIZLD

Probable: A D1 ~6M36DHELEE1DE LU A D7EH L. D C DERNTREREEZRINLEDD



<EBEEESE>
UTOEEESEEAVT. BEEE N EULERRET D,

BREE *RE1FE (%FEV1)”
| %FEV:=90%
Il 90% > %FEV,=70%
1] 70% > %FEV:=40%
\Y 40% > %FEV,

* SHEEE1FE (BFEV) =FAN 2T HEER

18 BMULDBATIE, REEER TAASNTOWSHEATFRBERMAEEEMZER2001)DFARXELE
[CEHT 5,

FAN#=E FEV(L) OFEXTRDEY H:BE cm. A: FEF &)

B4 0036 x H-0.028 x A-1.178

ZtE: 0.022 x H-0.022 x A-0.005

6 L 18 MKRBMD/NETIEER/NEFRFFRMEREZT B 2008 FITKEL-BARANRR/R1O
T LEEEELEICERT S,

BARNNRED FEV, (L) DEEEILRDBEYAFEH (K) . HEEM)

BB IR :3.347-0.1174xA+0.00790xA?-4.831xH+2.977xH? (B HEIBIEFHREFRER: 0.9189)

% R :1.842+0.00161xA%-3.354xH+2.357xH? (E HEISIEEA#REHREL: 0.8572)

KL B YE N OV BE Ay B OIS IS 1 S R B

1. AWV D ERARIER, AT REICE L T, 2B LICRBEOBER 2WGEEITIE, Wi
NOREO L DEHNTHZE LI 28\ (72720, SRR ofi 2 R iRIERE Th - T,
RATREZ HDIZIR D),

2. 1BWRBRIATLIC 51T 2 BAEE I DV TiE, MU RETFREIO T TIRRBITHhIL TV OIRETH
ST, HiL 62 HETRGEWVIREA EMIHET 228 L35,

3. ¥, JEROBREN FRROBEIEESFE T —EL LIZEYE LRNWE TH L0, @R ERZ kT
DT ENBEREDICONTIL, EREMRONE LT 5,



341 TRPV4 & E

1.

B

DIV D LAFA U BEBEF Y RILTHSD TRPV4 (transient receptor potential cation
channel, subfamily V, member 4) DG FEEICL>THRET HEERET. OEBRHETEN
FRJE Metatropic dysplasia, @& # & i & &t in B 2 BUE Maroteaux 2! ({&14% Morquio SEIZEE
2 1) Spondyloepimetaphyseal dysplasia, Maroteaux type (pseudo—Morquio syndrome type 2).
QEH TR IREN AE Kozlowski £ Spondylometaphyseal dysplasia, Kozlowski type. @%&
{KE}JE Brachyolmia, autosomal dominant type. ®%E 8% £ 5K IETE 18R ETAE Familial digital
arthropathy with brachydactyly ENEFENS, VT NDEREBIZEVNTLRTFH. EEDOREKX
BLUHE. BEERGEEZHBORERLET S,

eS|

TRPV4 DISREEBAERICKYARBEBIEABEINDILICIYRETDHEEZD
NTNED, BEAND=ZXLOEMIZBASHTIEELD, T BEFEELRRVLOEE
[CBELTHRBLEEAZLY,

fER

EAMEERBERHARICIOERERRESREZET OIS, HREEDITEREREN
BMELTABEBRESRICER TS, EEHICROIRAERDIILEREDES LEEKRH
HHETHL, BEBIEPTL FREZTO-OBIFEMELLGLEEFEH D, RO KEEILEH
[CIEXLCAIEEHIREE -9 . ERERITETETARREICENRT 5, IREH AT EMHEIC
FOBEREZELDIEN DD X BMATRELTIE. FURILKDOREE . BERDBE. &
LOWRTFHGENFETHD, EH BN BEHIHEMBAE Maroteaux & (1% Morquio fEIE
BH2E)IESR. FiE-RUDEHE. REMLGEZETIN. ERHEBEBRELGILLN S
W FHRETEHERMEOERMMETEZELD, EHBEHIMEMBIE Kozlowski B A%
BRESRZEL. KO, EHLER. BENiE. TIRERGELRHHET S, X &R
RELTIEREHMNEZRAT, MADAIEZEBRS LUV EARITERL., E@ME THAIDEI H
BIREYZELLHAIZFET % (open staircase appearance) , SRR ELHRFERRES R
ZETLHN. RTEHOBREFTROVAHROEMRIBELGILNFEHTHS, BHEEZHOIR
TR MR ETAE CIX B CHEERICACHVERELZRO T . FIEOEMHEEASHEINEITT .

AR

RARRZEREIIG DRBAIZITETED TRELIVERERICH T HEERELF
e ThOND, T EEFDOEFEEERME CEBRRIRSGEOTREEEZERET
BLENHLIEMMEEMEICHEFTIEEMBLITTEL ELLVERERCIREH AR

-10-



EEICHVERENREL THROER. BHET. MRERE. EREEEELDIIENADH
%o Fl=. TR O ERAET (B - iR - RRAED) TIEIMERELLICLIXLITEMIEREETEZ RAEL .
LB DOERE. AIBEFIROCENICHESITTEFICIYBAELEEZHFEDOETERGE
MEEME. ERMEEECOICERMED-OARBBIIRAEL. BWARER. BEFRIE.
FEABRGERFEVARICENTAGEICEIFMHOMNE(SHREEEMN. ATREHE
B E)ZET D,

F&

ERMEEMAENKEER IREHBIREETH D, T, MERITHEWNEREETHEE
BLUOEMMEREEEIEEILT =0, BEHEN KON SELLITBERANCEELRE
BEITIETI S,

O EHOHIEICHELREE

1.

BEN

#9100 AR5

RRDWEE

TEH(TRPVA DIEEEBRERICKYRIET A . FEMLG AN X LIFEEBRIN TLVEL, )
MRNEBRESE

REEL (REREDHTHD, )

RHOEE

HE(BRMEOERNEFRT L5720, REOBRGEMEENIDLETHD. )
HY

BEEDHE

modified Rankin Scale(mRS)ZFL\T,. 3m U EZERRET S,

O 1EHRizHtT

HAMKERRARERIEREERREBOERKELEE QOL O LEZEHMEL-B]

R HIERRE KRXF £HE ZFHEE

AERNHFR RES

-11-



<TETEE>
Definite xR &9 5,

A EIR

-3SD LITORFH#EERESR
BEHER

U NESNDLE DN

7o sk K B8 &7 0D 0 g
FiEEEDEX
FicEE D HiE
EEHDKREES

Nooa»s N~

B#&REMR
B X $1FF R
1) AURILVRKROEER
(2) #BEROBE
(3) HHEEMAIZE (Cobb £ 20 EELLL)
(4) REHSIVRIRTE
(5) HEIRD open staircase appearance
(6) FHEESOEMMEREEHEEL

C BRI K

LUTDHEREZEHRNT 5,

HEEMBE. B EMERRE. AR B EMRIE. Kniest BEMRKE. EITHBAE)D<
FHEEMBIE

D EZFHRE
TRPV4BIZFDIRRELEE

<gzZWoOAHTIV—>

Definite1:ADSH 4 IHE L LN DOBDS>6 4 IHEB U EF B -LCOER T RSEEFIRINLI-D
D

Definite2.AMS5 2 IHE LU LM DOBMDS% 2 IBEE U LEFRE-LCOER T REEELZRINLDE
oy e I YY)

Probable: AD>% 3 B LU EMDBMDS5H 3 B U EZHE-LCOERNTRESHKELRMLED
D

- 12-



<EEERE>
modified Rankin Scale(mRS)DEE AR —ILZRALNT. SUEFRNRET S,

HZA KR modified Rankin Scale (mRS) IR #EE

modified Rankin Scale

SE(CTER

0 | Eol=<JEEHMLLY

BREERESCMEHIERNSELICRVVIRET
Hd

1 | ERIEHOTELHALHGEF L
BEDHOOFEITITAS

BRERES IO R HIREH DA, FAE LA
MBI TN EELEHICHIREALVK
EBTHD

2 |BREOEE:
RIELIRIDFEN T RTITASDITT

FIE LRI DIT O T EOFBNHIR (&
HHMN, BEEFFBILTVWSIRETHS

[FELA, BADEOEYDIEEAN
EJ]fciL,l:ﬁié

3 | HEEDE BV A REKEZARALLAHGES
ﬂb?ﬁ‘@’?ﬂﬂ’é%%&?’%ﬁb\ TIEN | FENBEREETHIN. BEST.BE. &

B7ZLICiTA%

ELEAO#E . MMUEEICENBDEBE
ELBVREETHD

4 |HFEEMMEEDEE:
HITOEERHERICENIDVLETH
>

BEHT. BE. BELGADM#E., MMLGE
[CIENTBNERLELET S, FMENER
HEELEWVRETHD

5 EEODESE:

BISHEIDNELELT HRETHD,

BrEY  REKE BICNHNELRSTYZE
PBELETD
6 | T
SCBIFHENER OTEAEEE SB O IS 351 % R

1. WA
NOROHDEHNTHZE LI 28 (72721
RAREZR B DIZIR D, ),

2. InRBIREIZ T D EIEES)

OB ERARAEIR, BRAEFT RSB L T,

WAL YE LIZRFBEDIRE N WG EITIE W
YA DI 2 s T ARIEIR S THh - T, i

SHIZOW T, BYIREZREHEO T TIREMNMTHObIL TV AIREETH

2T, EHIL6 AR TR EVIREBZ EMIS N5 2 & &35,

3. 7B, SEIROREN RO EEE S

PHRETEULICZYE LBRWETH 508,

e RET IR 7 ko9

D ENKIEREDIZHONWTIE, EERERONEET 5,

- 13-






