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PacKpbiTne MHPopmaumnu

* Jlekuma noarotosneHa npu nogaeprkke
KomnaHun bnoMapuH

e Cornacme nauneHToOB NONAYYEHO Ha
ANeMOHCTpauuto Ha Bcepoccnmnckom HayyHo-
NPaKTUYECKOU KOHPepeHUNN C
MEeXAYHAPOAHbIM Y4acTUEM
«PapmaKoTepanua n AMEeTonorma B
negmnatpun» 23-24 centabpa 2019 roaa



PacnpocTtpaHeHHOCTb

B mupe 7000 peakux 3aboneBaHUMU

CLIA
AnoHuna
ABCTpanua
KaHapaa

Poccua

Beankobputanun - 0,18 :

Kutae

-7,5 :10000
-4  :10000
-1,1 :10000
-2 :10000
-1 :10000

10 000
- 0,02 : 10 000

[McGabe C., Claxton K., Tsuchiya A. Orphan drugs and
the NHS: should we valuerarity? BMJ, 2005, 331:1016-9

Orphanet Report Series — Rare Disease Registries in
Europe/2015.

Rare diseases, orphan drugs, and their regulation in
Asia: Current status and future perspectives / P. Song, J.
Gao, Y. Inagaki, N. Kokudo, W. Tang //
Intractable&RareDis. Res. — 2012. — V.1, N1. — P.3-9.]



Mpobnembl

1. HexBaTKa pecypcoB AN1A AMAarHOCTUKU U NeYeHUs

cpeAHAA NOCTaHOBKa peaKoro AnarHosa

B CLLUA—-7,6 net
B Bennkobputanum — 5,6 net

B Poccum — 6onee 10 ner

2. HepocTtaTtok nHdopmauum y Bpayen

3. JlekapcTBeHHOe obecneyeHune




EEO ' VopIia
MAGNETOWMAESSENZ|
MR C1

HF|

[Swischuk LE. Radiology. 1970;95:661-664
ByunHckas H.B., Koctnk M.M., I'yéun A.B., Pa6bix C.O., Oumposa IN.B. 'eHunn optonegum 2/2014. C. 81-90]



BeptebpanbHble CUHAPOMbI

1. [Jedopmaums:
*  Kudos

*  KMdOCKONMo3

2. CTteHos

3. HecTtabunbHOCTb

4. [Mpobnembl «CMEXHbIX CEMMEHTOBY

[C. O. Pabbix, I1. B. Ounposa, A. B. 'youH, C. B. Konecos,
0. A. Konbosckuni, A. H. TpetbsikoBa, T. B. Psabbix, C. H.
Mepnsenesa, 1. M. CasuH, A. B. Bypues, M. C.
CandytomHoB BepTtebpanbHbii CUHOPOM MPU PasnmyHbIX
TUnax Mykornosimcaxapmaosa: 0COOEHHOCTU KITUMHUKU U
neyveHmsa Xupyprus no3asoHo4YHuKa, Tom 16, Ne 2 (2019)]



https://www.spinesurgery.ru/index.php/jour/search?authors=%D0%A1.%20AND%20%D0%9E.%20AND%20%D0%A0%D1%8F%D0%B1%D1%8B%D1%85
https://www.spinesurgery.ru/index.php/jour/search?authors=%D0%9F.%20AND%20%D0%92.%20AND%20%D0%9E%D1%87%D0%B8%D1%80%D0%BE%D0%B2%D0%B0
https://www.spinesurgery.ru/index.php/jour/search?authors=%D0%90.%20AND%20%D0%92.%20AND%20%D0%93%D1%83%D0%B1%D0%B8%D0%BD
https://www.spinesurgery.ru/index.php/jour/search?authors=%D0%A1.%20AND%20%D0%92.%20AND%20%D0%9A%D0%BE%D0%BB%D0%B5%D1%81%D0%BE%D0%B2
https://www.spinesurgery.ru/index.php/jour/search?authors=%D0%94.%20AND%20%D0%90.%20AND%20%D0%9A%D0%BE%D0%BB%D0%B1%D0%BE%D0%B2%D1%81%D0%BA%D0%B8%D0%B9
https://www.spinesurgery.ru/index.php/jour/search?authors=%D0%90.%20AND%20%D0%9D.%20AND%20%D0%A2%D1%80%D0%B5%D1%82%D1%8C%D1%8F%D0%BA%D0%BE%D0%B2%D0%B0
https://www.spinesurgery.ru/index.php/jour/search?authors=%D0%A2.%20AND%20%D0%92.%20AND%20%D0%A0%D1%8F%D0%B1%D1%8B%D1%85
https://www.spinesurgery.ru/index.php/jour/search?authors=%D0%A1.%20AND%20%D0%9D.%20AND%20%D0%9C%D0%B5%D0%B4%D0%B2%D0%B5%D0%B4%D0%B5%D0%B2%D0%B0
https://www.spinesurgery.ru/index.php/jour/search?authors=%D0%94.%20AND%20%D0%9C.%20AND%20%D0%A1%D0%B0%D0%B2%D0%B8%D0%BD
https://www.spinesurgery.ru/index.php/jour/search?authors=%D0%90.%20AND%20%D0%92.%20AND%20%D0%91%D1%83%D1%80%D1%86%D0%B5%D0%B2
https://www.spinesurgery.ru/index.php/jour/search?authors=%D0%9C.%20AND%20%D0%A1.%20AND%20%D0%A1%D0%B0%D0%B9%D1%84%D1%83%D1%82%D0%B4%D0%B8%D0%BD%D0%BE%D0%B2
https://www.spinesurgery.ru/jour/article/view/1584
https://www.spinesurgery.ru/jour/issue/view/87/showToc

BeptebparnbHble CUHAPOMBI

0630p H3mMeHeHHi co cTOpoHEI 103BoHO4HKKA pr MIIC, KoTOpBIE MOTYT BHI3EIBATH BTOPHYHEIC

HEBPOIOTHYECKHE POSBICHHAS.
Tun MIIC | Kpanuosep- OxummTo- ['pynonoscuny- | Ckomio3
TeOpaNbHE | LEPBUKATbHAS HBIH ki3
CTCHO3 | HECTAOMIBHOCTH
MICI | Typuep +4a - ++ +
MIICI | I'ypnep-Llleite, +
[lleite + - +
MIICII | Xantep + - +
MIICIV | Mopxuo + H+ ++ +
MIIC VI | Maporo-Jlamu +H+ + ++ +

- OTCYTCTBYET; *+ peIKo; ++ He PeaKo; +++ 4acTo

2 Be3 TpaHCIUIAaHTAIMH KocTHOro Mo3ra (+ mng nammentos mocie 11 CK)



BpoxKaeHHble
MeTtabonmnueckme (cucremubie)
HenpombilweyHble
[TocTTpaBmaTuyeckue

Onyxonu

BocnanutenbHble 3aboneBaHusn

¢ [ |

Mpobnema KocmeTuKu Bonpoc }XUsHu

Nanonatnyeckue
CKOJ1IN03bl




KnuHuyeckasa oueHka: domsmkanbHblIe WKanbl

* mJOA Score
* Nurick scale (oueHka mnenonatum)

* TecT 6-MMHYTHOM X0Abbbl

FIM (Functional Independence Measure)

[Overview of MPS disorders
Frits Wijburg
Academic Medical Center (AMC), Amsterdam, The Netherlands]



HeunpoBusyanmsauumsa

Rg TenemeTpua Bcero Nno3BoHoOYHMKa ¢ 3axBaTtom ThC:
Kaxkgble 12 mec

* [lpun nporpeccmpoBaHum: Kaxkable 6 mec
. MRI Kaxkable 12 mec

. Flex-Ext MRI: 1 pa3 B 3roga

pre-op

e CT scan:

[Overview of MPS disorders
Frits Wijburg
Academic Medical Center (AMC), Amsterdam, The Netherlands]



B3aumopneucreue

| TEHETHK |

m—— )

[Oumposa I1.B., 2017]




Melecular Genetics and Metabolism 107 (2012) 15-24

Contents lists available at SciVerse ScienceDirect

Molecular Genetics and Metabolism

Koroa onepupoBatb?

VIER jeurnal hemepage: www.elsevier.com/lecate/ymgme

Minireview
A multinational, multidisciplinary consensus for the diagnosis and management of
spinal cord compression among patients with mucopolysaccharidosis VI

Guirish A. Solanki ¥, Tord D. Alden *, Barbara K. Burton <, Roberto Giugliani ¢, Dafne D.G. Horovitz ¢,
Simon A. junes", Christina Lampe %, Kenneth W. Martin b Maura E. Ryan , Matthias K. Schaefer |,

&

« Normal cord function
« Canal stenosis without contact or compression

L

« Mormal cord function
« CSF effacement and cord contact

* Marmal cord function
« Cord compression with normal T2, diffusivity, and spectroscopy

THRESHOLD OF CRITICAL CORD COMPRESSION

« Cord dysfunction, possibly reversible
« Cord compression with normal T2, but altered diffusivity or spectroscopy

- Cord dysfunction, probably arrestable, may not be reversible
« Cord compression with abnormal T2 indicating myelomalacia or edema

€& <K

Fig. L Early intervention could alter the natural history of cervical cord compression in patients with mucopolysaccharidosis V1 [59).



Xupyprudeckoe neyeHuve: mMetoabl

IO +/- +
For + +/-
nori S -

[Tandon V., JBJS Br., 1996, (12 cny4aeB),

Pauchard N. et al., JIMD, 2014 (3 cnyyas),

Dede O. JBJS, 2013 (20 cny4aes),

Yasin M.N. et al., Spine, 2014 (33 nauueHTa)

Garrido E. et al., Eur Spine J. 2014 (4 cny4yas),

Baratela W.A. et al. J Pediatr Orthop. 2014 (4 cny4yas)

Abelin Genevois K. JIMD, 2014 (72 cny4as)

Carelli Teixeira da Silva L.E. MUCOPOLYSACCHARIDOSIS. Coluna/Columna. 2016. (10 cny4ae)
Hansen D., Reddy G.D., Schwabe A. Spine, 2016 (1 cnyyan)]



TakTuka onepaTrnBHOrIroO rie4eHuxA

B0o3MOXXHOCTb
a3TanHoro ne4yeHus

B0o3MOXHOCTb 3aBepLueHUd
Ha KaXXOoW «CTYMNeHbKe»

O6cyxaneHne «CTyneH4YaToro»
NpoTOKOsia onepauum

[TpeTtbsikoBa A.H., Psabbix C.O., Ounposa IN.B., Pa6bix T.B., WywapwnHa B.J1.
Poc. BECTHMK OeTCKOM XMpyprun, aHectesmonornn n peadHmmatonoriun. 2015. T.5. Ne.3]



KomaHpaa

Pulmonology

Neurolog;))
\ y

Infusion Nurse; Social Service/Psychologist; Genetic Counselor;
Physical & Occupational Therapist; Pharmaceutical Support Team,

National MPS Societies
Pulmonologist

Dentist 0 II @ Ophthalmologist

Gastroenterologist ¢ > @ ¢ , 0 Cardiologist

Geneticist/
metabolic specialist

Audiologist @ I o Neurosurgeon

Orthopedic specialist

)

:/Neurosurgery /

\//

y
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Contents lists available &t ScienceDirect

Molecular Genetics and Metabolism

CteHo3

journal hamepage: www.elsevier.com/locate/ymgme

Cervical cord compression in mucopolysaccharidosis VI (MPS VI): @Gm

134 nauuenTa (camoe Gonbluoe uccrnepoBanme)  findngsfromthe MPS VI Cinical Surveillance Progeam (CSP)

Guirish A, Solanki * Peter P Sun , Kenneth W, Martin®, Chrisian | Hendriksz * Christina Lampe
- 0 1 1 ) X 1 1
CteHo3: 76%(101 naumeHT) NataeCufon” Anrie Hung® Ttk i Renée Shedic' Paul R, Hamatz o te S Sty Coup

Cp. BospacT: 15,24 net

no 20 net: 94% pno 6 net: 11% po 2 net: 3%
[locToBEpHas CBA3b MexAay TsShKeCTbio 3aboneBaHns U CTEHO30M
CTeHo3 valle y AeTeEN C HU3KUM POCTOM

CTpyKkTypHble aedopmMmaumnm No3BoHKOB: 93%

Xupypruyeckas gekomnpeccus: 42%
[ekomnpeccus + ctabununsayus: 12%
[MoBTOpHas aekomnpeccusa: 15%

OcnoxHenus - 5,1%, netanbHbIn ncxof - 3,4% (2 naymeHTa)



T rTTT————

2009
2 9 2006
3 & 2000
4 & 2011
5 & 2008
6 % 2007
7 & 1988
g @ 1993
9 & 2011

IVA
™n

IVA
™n

IVA
™n

IVA
™n

IH
™n

Vi
™n

Vi
™n

VI
™n

IVA
™n

+C

2017r.

+cC
2017

+C
2013

18.11.2017 13 C1 — C2. Fusion C0-C3.

18.08.2014 J13 C1. Fusion CO-C5.
03.12.2014 r. Fusion «growing rods» 04,5

30.09.2015 J13 C1. Fusion CO-C5.

30.09.2015 Peonepauus. JIS C2-C3-C4 no3BOHKOB,

Fusion C0-C6. YcTtaHoBKa anvaypasibHOro
anekTpoaa.
31.05.2016 33C

12.08.2014 J13 C2. FusionCO0-C2.
21.11.2014 FusionTh10 — L2.

08.12.11 Fusion 03,5
02.08.12 lNepemoHTax 05,5
18.11.2017 13 C1. Fusion CO-C5.

30.11.16r. Mayfield head clamp. npu nepenom
yeLlyn fieBOM BUCOYHOM KOCTH.

30.11.2016 Peno3numa BUCOYHOM KocTu. NnacTtuka
TMO.

30.01.2017 J13 CO - C4. FusionCO0-C6.

04.03.2014 Fusion 05,5 Th10-L5

05.12.2016 J13 C2 - C5. Fusion C2-C6.

27.05.2019 J13 CO — Thl. Fusion CO-Th5

ASIA
C>D
ASIA -
C>D

ASIA
BHes3anHasa cmepTb B anpene C > A, B (pykn)
2019 rog,

ASIA
C>A, B (pykw),
Yepes 6 mecsaueB ASIA C>D

ASIA -

C>D

Yepe3z 4 roga ASIAD>C

ASIA dpakTypa

C>D BMCOYHOWN KOCTMW.
KynuposaHue
anHos

ASIA -

C>E

Uepes roa - BHE3anHasa cCMepTb

ASIA -
C>D

ASIA -
C>D



3, 15. MIIC IV A Tun (Mopkuo). LlepBukanbHbIA CTEHO3 U
HecTabunbHoOCTb. CnacTu4yeckun TeTpanapes.



3, 15. MIC IV A Tun (Mopkuo). LlepBuKkanbHbIA CTEHO3 U
HecTabunbHocTb. CnacTuyeckuu TeTpanapes.
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4, 15. MIIC IV A Tun (Mopkuo). CocTtosiHue nocrne AeKOMMNpeccun.
BepxHun cnactnyeckmn napanapes. HuxxHaa cnactuyeckas
napannerus.



d,15. MIIC IV A Tun (Mopkuo) CocTosiHue nocrne AeKOMMNpPeccumn Ha

ypoBHe C0-C2. BepxHuM cnacTM4eCKUM napanapes.
HuxHAA cnacTtnyeckas napanneruvs.

NMpoaneHHasa aekomnpeccua CO-C5.




4, 9 neT. MIMNC IV A Tun (Mopkuno). LilepBrKanbHbIN CTEHO3 U
HecTabunbHoOCTb. CnacTuyeckumn TeTpanapes.



Tect 6 — MUHYTHOM «XO0Abb6bI» A0 ONEepaTUBHOrO
neyeHusn

VID-20180831-WAQO43.mp4

4, 9 net. MIIC IV A Tun (Mopkuo). LlepBukanbHbIA CTEHO3 U
HecTabunbHoCcTb. CnacTu4yeckumn TeTpanapes.



34, 9 net. MINC IV A Tun (Mopkuno). LilepBUKanbHbIA CTEHO3 U
HecTabunbHoCTbL. CnacTu4Yeckumn TeTpanapes.



4, 9 net. MIC IV A Tun (Mopkuo). LlepBuKanbHbIA CTEHO3 U
HecTabunbHoCcTb. CnacTn4yeckun TeTpanapes.




3, 9 neT. MMNC IV A Tun (Mopkuno). LilepB1MKkanbHbIA CTEHO3 U
HecTabunbHoCcTb. CnacTu4yeckumn TeTpanapes.



4,9 net. MIC IV A Tun (Mopkuo). LlepBukanbHbIN CTEHO3 U
HecTabunbHoCTb. CnacTnyeckun TeTpanapes.



3, 9 neT. MMNC IV A Tun (Mopkuno). LilepBukanbHbIA CTEHO3 U
HecTabunbHoCTb. CnacTn4yeckumn TeTpanapes.



Tect 6 — MMHYTHOM «X0AbbbI» Nocne
OonepaTUBHOrO sieYeHUA

pedi

M2UR072.MPG

4, 9 net. MIIC IV A Tun (Mopkuo). LlepBukanbHbIA CTEHO3 U
HecTabunbHoCcTb. CnacTu4yeckumn TeTpanapes.



d, 3,5. MMC IH Tuna. Mporpeccupyrowmin kudpo3s 60°. HmkHUN
cnacTu4yeckum napanapes. OTknagbiBaHue onepaunu npusegetr
nnerunu.



OCHOBHOM:

-MyKononucaxapuao3 1 tmna (CuHApoM I ypriepa). \
oTaena

[1porpeccupyroLmnm TAXESbIN KNdo3 rpyao-noOACHNUYHOIo
NO3BOHOYHMNKA. YMEPEHHbLIN HMXKHUM Napanapes.

ConyTCcTBYHOLWUMA:

*CocTosiHME nocne ansioreHHoW TpaHCcnaHTaLUM reMono3TUYECKNX CTBOMNOBbIX
KITETOK.

*PeakuLua TpaHcnnaHTar NpoTMB X038MHa B BUAE MYKO3naa NnoJioCTn pTa.

KpoBaHasa xmmepa.

*Peunaneupyroimm o6CTpyKTUBHbLIN DPOHXMUT.
*XpoHn4yecknn ageHonauT (ageHouabl 2-3 CT). /
*BHyTpeHHAa rugpouedpanus.

«[1BYCTOPOHHSASA CEHCO-HEBparbHasi TYroyxocTb 1-2 CTeNeHMu.
*[ToMyTHEHMEe poroBuLbI 060MX rnas.
«3agepkka NCUXMYECKOro pa3BUTUS.



', 3,5. MIC IH Tuna. HWXxHKMM cnacTMyeckui napanapes.



d, 8,5. MMC IH Tuna. HWXxHMM cnacTyeckun napanapes. CteHo3
Ha YpPOBHe KpaHuoBepTebpanbLHOro nepexoaa.



! Distance 0 83 om

h

d, 8,5. MMC IH Tuna. HWXxHMM cnacTyeckun napanapes. CteHo3
Ha YpOBHe KpaHNnoBepTeOpanbLHOro nepexoaa.



©, 10. MMNC ????. HNXXHMM cnacTn4ecKMn napanapes.
Kudgockonnotrnyeckasn gecopmauma no3BoOHOYHUKA.



BbiBOAbI

1. MpeemcTBeHHOCTb (NpodunnakTUyecKas, Bo3pacTHas)

2. MynbTaAMCUNNAINHAPHbIN NOAX0A4 N NOTUCTUKA

3. CMHApOMasibHaA oueHKa CTaTyca NaumeHTa

4. HeobxoanmocTb eAnHbIX NPOTOKO/1bl BEAEHUS

5. EAuHaa meTogonorna Xmpyprmieckmux noaxoaos npu CUCTEMHOM
aAepopmaumnm

6. PeweHne optoneamyeckmx n HEMPOXUPYPrMYECKUX 3a1a4 B OAHY

ceccHutro

7. PewweHue Bonpoca depmeHTO3aMecTUTEeNbHON Tepanmm



RARE i
.?J-?Eﬁiii.ONALEURc;DIS

Rare Diseases Europe
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http://www.ilizarov.ru/

