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Piéu tri co dién

Phwong phap diéu tri m&i: Gene liéu phap

Cac bé EB cua chung toi
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.a ) Overview

Ly thwong bi bong nwdc (Epidermolysis bullosa - EB) la
mot nhom rdi loan di truyén hiém gap biéu hién dwdi dang
bong nuwdc hodc loét trot & da va/ hodc I&dp biéu md cua cac
co quan khac, tw nhién hodc sau tiép xuc co hoc (chan
thwong hay ma sat)

ra

THE BUTTERFLY SKIN CHARITY
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Tong quan
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Mot cai 6m, xoa lwng yéu thwong hay
thay t& c6 thé lam ton thuong da, dan dén
phéng rép va vét thuong ho.

“Butterflies Children’
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Tong quan

Thay thude tan tam - Cham mam dal nudc

st - Diagnosis and
The 1% case Genetic causes Classification Gene thera Ry
1800s 1993 2008 2023

NO CURE New Treatments
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6 Dich t& hoc

Tan suat

« My : 11/ 1 triéu dan
« Scotland :49/1 triéu dan
« Nhat . 2/ 1 triéu dan
« Uc 10/ 1 triéu dan

Gid®i: nam = niy

Tudi khéi phat: mai sinh hoac giai doan so sinh
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6 Dich té hoc

*  VIET NAM: chua c6 so liéu thong ké.
« BV Nhi Pong 1 (2014 —2023): 3 —4 ca/niam
04 truong hop rat ning ( 2 EBS, 1 DEB, 1 JEB)
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ﬁ ) Phan loai

Co 4 thé bénh chinh

v EB thé don hinh  Epidermolysis Bullosa Simplex (EBS)
v' EB thé lién két _Junctional Epidermolysis Bullosa (JEB)
v EB thé loan dwong _ Dystrophic Epidermolysis Bullosa (DEB)

v' EB thé Kindler __Kindler Epidermolysis Bullosa (KEB)
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Phan loai
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The Structure of

the Epidermis
Epidermal
basal cell «—  Simple
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Phan loai

Schematic of the basement membrane zone and intercellular desmosomal adhesion
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Generalized blistering, crusted efoslons and extensive areas of denudation in
severe JEB.




Nguyén nhan
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Nguyén nhan di truyén cta cac thé bénh chinh

Classical types of EB
Level of skin cleavage

EB type Inheritance

Mutated gene(s)

Targeted protein(s)

Intraepidermal

Junctional

Dermal

Mixed

EB simplex Autosomal dominant

Autosomal recessive

Junctional EB Autosomal recessive

Dystrophic EB |  Autosomal dominant
Autosomal recessive

Kindler EB Autosomal recessive

Bénh vién Nhi Déng 1

KRTS, KRT14
PLEC
KLHL24
KRTS, KRT14
DST

EXPHS (syn. SLAC2B)

PLEC
CDISI (syn. TSPAN24)
LAMA3, LAMB3, LAMC2
COL17Al

ITGA6, ITGB4

ITGA3

COL7AI

COL7Al

FERMTI (syn. KINDI)

341 Sw Van Hanh, P10, Q10, TPHCM

Keratin 5, keratin 14

Plectin

Kelch-like member 24

Keratin 5, keratin 14

Bullous pemphigoid antigen 230 (BP230)

(syn. BPAGle, dystonin)

Exophilin-5 (syn. synaptotagmin-like protein
homolog lacking C2 domains b, Slac2-b)

Plectin

CD151 antigen (syn. tetraspanin 24)

Laminin 332

Type XVII collagen

Integrin 064

[ntegrin a3 subunit

Type VII collagen

Type VII collagen

Fermitin family homolog 1 (syn. kindlin-1)
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- EB thé don hinh_EB Simplex

Thay thude tan tam - Cham mam dat m

Epldermal > . , N ’ 7 n .
+ « Khoi phat la luc m&i sinh

« Bong nwdce do phan cat & I6p té bao sirng

Lamina lucida

Lamina densa{ _ i i 2 . 2. , , A 2 N \
"l * Co thé chi n6i bong nwéc cuc bé ¢ long ban
- and acquired
(c-llaqen___ tay Vé Chén .

« Trwdng hop ndng ndi bong nwédc & than,

canh tay va cd hoac niém mac tiéu hoa

Bong nwéc thwong lanh, khOong gay seo
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EB thé don hinh _EB Simplex
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Classical types of EB
Level of skin cleavage  EB type Inheritance Mutated gene(s) Targeted protein(s)

Intraepidermal EB simplex Autosomal dominant KRTS, KRT14 Keratin S, keratin 14
PLEC Plectin
KLHL24 Kelch-like member 24
Autosomal recessive KRTS, KRT14 Keratin 5, keratin 14
DST Bullous pemphigoid antigen 230 (BP230)
(syn. BPAGle, dystonin)
EXPHS (syn. SLAC2B) Exophilin-5 (syn. synaptotagmin-like protein
homolog lacking C2 domains b, Slac2-b)

PLEC Plectin
CD151 antigen (s
Junctional Junctional EB Autosomal recessive LAMA3, LAMB3, LAMC2 Laminin 332
COL17Al Type XVII collagen
ITGA®6, ITGB4 Integrin 064
ITGA3 Integrin 3 subunit
Dermal Dystrophic EB Autosomal dominant ~ COL7Al Type VII collagen
Autosomal recessive COL7Al Type VII collagen
Mixed Kindler EB Autosomal recessive FERMTI1 (syn. KINDI) Fermitin family homolog 1 (syn. kindlin-1)
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EB the lién két_Junctional EB

Thay thude tan tam - Cham mam dal nudc

Epidermal Hai phan nhdm chinh cua JEB
basal cell | «—  Simple ]
« Herlitz (d6t bién & LAMAS3, LAMB3 , LAMC2)

t&r vong trong 2 nam dau doi

Lamina lucida{ P
Lamina densa{ | * Non - Herlitz (dét bién & COL17A1 )

Anchoring—¥

foris 7 G0 optophic tudi tho gén nhw binh thwong
i and acquired

WV

Collagen
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EB the lién két_Junctional EB
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Classical types of EB

Level of skin cleavage  EB type Inheritance Mutated gene(s) Targeted protein(s)
Intraepidermal EB simplex Autosomal dominant KRTS, KRT14 Keratin S, keratin 14
PLEC Plectin
KLHL24 Kelch-like member 24
Autosomal recessive KRTS, KRT14 Keratin 5, keratin 14
DST Bullous pemphigoid antigen 230 (BP230)

(syn. BPAGle, dystonin)
EXPHS (syn. SLAC2B) Exophilin-5 (syn. synaptotagmin-like protein
homolog lacking C2 domains b, Slac2-b)
PLEC Plectin

Junctional EB Autosomal recessive LAMA3, LAMB3, LAMC2 Laminin 332
COL17Al Type XVII collagen

ITGA®6, ITGB4 Integrin 064
ITGA3 Integrin 3 subunit

Dystrophic Autosomal dominant - ype VII collagen
Autosomal recessive COL7Al Type VII collagen

Mixed Kindler EB Autosomal recessive FERMTI1 (syn. KINDI) Fermitin family homolog 1 (syn. kindlin-1)
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Bénh vién Nhi Pong 1

« Khoi phat luc mdi sinh

« Béng nwdc ndi & I¢p mang day

* Herlitz: bong nuwdc lan rong trén da va
ni@m mac tiéu hoa, hé hap va sinh duc

« Non - Herlitz: chi néi bong nwéc & khuyu
tay, ban tay, dau goi va ban chan (cac vi tri

ma sat) va giam di sau giai doan so sinh.
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EB the loan dwdng_Dystrophic EB
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Classical types of EB

Level of skin cleavage  EB type Inheritance Mutated gene(s) Targeted protein(s)
Intraepidermal EB simplex Autosomal dominant KRTS, KRT14 Keratin S, keratin 14
PLEC Plectin
KLHL24 Kelch-like member 24
Autosomal recessive KRTS, KRT14 Keratin 5, keratin 14
DST Bullous pemphigoid antigen 230 (BP230)

(syn. BPAGle, dystonin)
EXPHS (syn. SLAC2B) Exophilin-5 (syn. synaptotagmin-like protein
homolog lacking C2 domains b, Slac2-b)

PLEC Plectin

CDI151 (syn. TSPAN24)  CDI51 antigen (syn. tetraspanin 24)
Junctional Junctional EB Autosomal recessive LAMA3, LAMB3, LAMC2 Laminin 332

COL17Al Type XVII collagen

ITGA®6, ITGB4 Integrin 064

ITGA3 Integrin a3 subunit

Dystrophic EB Autosomal dominant ~ COL7Al Type VII collagen

Autosomal recessive COL7Al Type VII collagen
Mixed Kindler EB Autosomal recessive FERMTI1 (syn. KINDI) Fermitin family homolog 1 (syn. kindlin-1)
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EB the loan dwdng_Dystrophic EB
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Epidermal
basal cell |

Lamina lucida-{

Lamina densa{

Anchoring—¢/
fibrils /]

Collagen——),
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Co 2 phan nhom
< Di truyén tréi nhiém sac thé thwéng

(Autosomal Dominant — DDEB): sw thay thé

«—  Simple

glycine trong chubi pro-alpha cua collagen VI
«— Junctional
¢ Di truyéen lan nhiém sac the thwong
Dystrophic .
(Autosomal Recessive — RDEB):

khiém khuyét tdng hop collagen VII
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Di truyén troéi nhiém sac thé thwéng_ DDEB

« Bong nudc xuat hién & giai doan so sinh,
tai vi tri ma sat (dau gdi, khuyu tay)

« Lanh vét thwong dé lai seo va milia.

« Méng tay bij bién dang hodc mat mong

* Niém mac miéng khdng bi anh hudng.
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LN

Q\ Di truyén lan nhiém sac thé thwéng _ RDEB

Khéi phat khi méi sinh.

Bong nuwdc & dwdi biéu bi, co thé xuat huyét

« Ban tay va ban chan c6 thé bj mat hét ngon
tay, ngon chan

 Niém mac miéng va thwc quan déu bj anh

hwédng co thé hep thwe quan

« Ung thu té bao gai Squamous cell carcinoma

Pseudosyndactyly
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EB thé Kindler_Kindler EB
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e 1954 — bé Teresa Kindler, nwéc Anh
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\ / « Khé&i phat bénh sém ngay tw khi sinh
Actin \\\
i Q¢47% hoac nh{ nhi
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EB thé Kindler_Kindler EB
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Classical types of EB
Level of skin cleavage

EB type

Inheritance

Mutated gene(s)

Targeted protein(s)

Intraepidermal

Junctional

Dermal

EB simplex

Junctional EB

Dystrophic EB

Kindler EB

Autosomal dominant

Autosomal recessive

ALIIOSOI’H&I recessive

Autosomal dominant

Autosomal recessive

KRTS, KRT14
PLEC
KLHL24
KRTS, KRT14
DST

EXPHS (syn. SLAC2B)

PLEC

CDI151 (syn. TSPAN24)
LAMA3, LAMB3, LAMC2
COL17Al

ITGA6, ITGB4

ITGA3

COL7Al

FERMTI1 (syn. KINDI)

Keratin S, keratin 14

Plectin

Kelch-like member 24

Keratin 5, keratin 14

Bullous pemphigoid antigen 230 (BP230)

(syn. BPAGle, dystonin)

Exophilin-5 (syn. synaptotagmin-like protein
homolog lacking C2 domains b, Slac2-b)

Plectin

CD151 antigen (syn. tetraspanin 24)

Laminin 332

Type XVII collagen

Integrin 064

Integrin 3 subunit

Type VII collagen

[) d O 1]

Fermitin family homolog 1 (syn. kindlin-1
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Bénh vién Nhi Pong 1

« Kh@i phat ngay twr khi sinh hoac nh nhi.
- Béng nudc & tat ca cac 1op thwong bi

 RO&i loan da tién trién: nhay cam véi anh
sang, teo da dién rong, roi loan sac to
da khi I&n

« Ton thwong khac: viém trot nwédu, viém
loi, hep thwc quan, seo hep vung niéu
sinh duc

« Nguy co cao mac ung thu da_
nonmelanoma skin cancer
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ﬁ ) Bién chirng

« Suy dinh dwéng va thiéu mau
 Nhiém tring

e Sau rang va bénh nw&u rang

* Hep miéng, thwc quan hoac niéu dao
* Dinh ngon tay, chan

« Mong bi bién dang hodc mat méng
 Ung thw da
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é A Chéan doan phan biét

v' Loan san biéu bi

v' Bénh vay ca

v Rdi loan sac t6 da

v' Giang mai

v Herpes simplex

v' Nhiém trung da do tu cau (SSSS)
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« Kinh hién vi dién tG

Electron microscopy (EM)
« Ban dé mién dich huynh quang
Immunofluorescence antigen mapping (IFM)
« Giai trinh tw gen thé hé mé&i

Next-generation-sequencing (NGS)
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Chan doan tién san

* Ky thuan tién bd, gidam ganh nang bénh tat
* Khi c6 tién can gia dinh
Chan doan tién san trén mau gai nhau
Chrionic villious sampling (CVS)
Chan doan gene trwéc chuyén phoi
Preimplantation Genetic Diagnosis (PGD)
* Néu khodng phat hién doét bién trwde thai ky

Mién dich huynh quang CVS_IFM_té bao |4 nudi cla
phoi (trophoplast)
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6 Dieu tri c6 dién

TRUOC NHIPNG NAM PAU TK XX
* Gidm hau qua : gidm dau va bang vét thwong
* Cham soc lien chuyén khoa

* Piéu tri bién chirng
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Cham soc lién chuyén khoa

Thay thutc tan tam - Cham mam dal nuoc

Nutrition

Infection Hand contractures

Cnemia
Ci rways

Wound healing Bone health

Eyes

Cancer
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Interdisciplinary Care
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: QUY TRINH CHAM SOC DA EB
'

CHICH
BONG NUOC

BANG
CHONG DINH

BANG CO PINH
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Phwong thirc dieu tri moi

Epidermolysis Bullosa
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Therapies with curative aim
Gene therapy

Antisense oligonucleotide
PTC read-through

Cell therapy

Symptom-relief therapies
Anti-fibrotic
Anti-inflammatory

*RDEB=Recessive DEB

Transplantation surgery of genetically
corrected cultured epidermal autograft (ATMP)
Genetically corrected cultured epidermal
autograft (ATMP)

FCX-007, Genetically modified autologous
human dermal fibroblasts

KB103, a non-integrating,
replication-incompetent herpes simplex virus
vector expressing human collagen VI protein
QR-313, an antisense oligonucleotide (AON)

Gentamicin, intravenous
Senal mesenchymal stem cell (MSC) infusions
from a related donor

Allogeneic stem cell transplantation and
“off-the-shelf’ mesenchymal stem cells

Losartan, systemic
Dracerem, topical

Pharmacokinetics, safety of diacerem after
maximum use

Oleogel, topical

BPM31510 3.0% Cream, topical

Sirolimus, topical

JEB with COL17A41
mutations

RDEB*

RDEB*

DEB

DEB with mutations
mexon 73 of COL7A41
RDEB

All EB types

All EB types
RDEB*

EBS

EBS

All EB types

All EB types

EBS

ClinicalTrials.gov Identifier:
NCT03490331
ChinicalTrals.gov
NCT02984085
ClinicalTrials.gov
NCT02810951
ChinicalTrials.gov
NCT03536143

Idenufier:
Idenufier:

Identifier:

ChinicalTrials.gov Identifier:
NCT03605069
ClinicalTrials.gov
NCT03012191
ClinicalTrials.gov
NCT02582775
ClinicalTrials.gov
NCT01033552

Identifier:
Identifier;

Identifier:

EudraCT Number: 2015-003670-32
ClinicalTrials.gov Identifier:
NCTO03154333
ClinicalTrials.gov Identifier:
NCT03472287
ClinicalTrials.gov Identifier:
NCTO03068780
ClinicalTrials.gov Identifier:
NCT02793960
ClinicalTrials.gov Identifier:
NCT03016715

Bruckner-Tuderman L. Newer Treatment Modalities in Epidermolysis Bullosa. Indian dermatology online journal. May-Jun 2019
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a “ Diéu tri hién nay

Diéu tri trang dich_ target treatment

*Liéu phdp té bao_tiém nguyén bao soi vao da

*Liéu phdp protein_ str dung tai t&6 hop collagen VI

tiém trong tinh mach hodac tiém trong da dé diéu tri DEB

*PTC read-through Premature termination codons
read-through _ chat gdy PTC bd qua phién ma cac dot
bién tao ra cac codon két thuc som ( Gentamycin,

Amlexanox) tadng cudng tdng hop protein collagen VI

In-vitro trong DEB.
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A Gen liéu phap

FOA US FOOD & DRUG Q, Search [ = Menu |

ADMINISTRATION

+—Home / News&Events / FDA Newsroom / Press Announcements / FDA Approves First Topical Gene Therapy for Treatment of Wounds in Patients with Dystrophic Epidermolysis Bullosa

FDA NEWS RELEASE

FDA Approves First Topical Gene Therapy
for Treatment of Wounds in Patients with
Dystrophic Epidermolysis Bullosa

£ Share | @ in Linkedin | % Email = & Print

@ More Press Announcements For Inmediate Release: ~ May 19, 2023
Content current as of:
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Gene liéu phap

Thay thude tan tam - Cham mam dat nudc

AU/ Krystal

—_——

We are leading
the

development of |
corrective and

redosable gene

therapies to

offer hope to 4
patients facing Now Approved in the US
| debilitating rare v

diseases.
o =gl
Vyjuvek:
beremagene geperpavec-svit

9x10° PFU/mL single-use vial

Dystrophic

Epidermolysis

Bullosa $24,250 per vial
$631,000 per patient per year
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Gene liéu phap

Thay thude tan tam - Cham mam dal nudc

U.S. FOOD & DRUG

ADMINISTRATION

+~—Home / Vaccines, Blood & Biologics / VYJUVEK

VYJUVEK

f Share W in Linkedin | % Email &= Print

STN: 125774

Proper Name: beremagene geperpavec
Tradename: VYJUVEK
Manufacturer: Krystal Biotech, Inc.

Vaccines, Blood &
Biologics

Infectious Disease Tests

Indication:
Fecal Microbiota » For the treatment of wounds in patients 6 months of age and older with dystrophic
Products epidermolysis bullosa with mutation(s) in the collagen type VII alpha 1 chain
(COL7A1) gene.

Bénh vién Nhi Pong 1 341 Sw Van Hanh, P10, Q10, TPHCM nhidong.org.vn




Gene liéu phap

Thay thude tan tam - Cham mam dal nudc

5 Monomer Antiparallel Anchoring fibril
xR dimer
8§ &
NC-1& s NC-2
3 = propeptide
= 2 -
COL7A1 Gene 2 '
(OL7AT gene provides to make tupe Vll collagen helix g t%
subunits. Type V| collagen is the main z Z Processing
component of anchoring fibrils that help the % g and lateral
stabilizionand the strengthening of the dermis. = 2 association
NC-2~<= <« of dimers <
. , Dimerization
K
L ol (V)

Figure 1 Schematic representation of the polymerization of anchoring fibrils. The type VII
procollagen monomer consists of three a1(VIl) polypeptide chains folded into a triple helix. Two
monomers form an antiparallel dimer, from which the NC-2 propeptides are removed proteolyti-
cally. Finally, the mature dimers laterally aggregate into anchoring fibrils. (Courtesy of Johannes
Kern, University Medical Center, Freiburg, Germany.)
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Vlyjuvek (Germanene geperpavec) cé thé vao ca té bao sirng
va nguyén bao so¢i.v trong nhan va qua trinh phién ma
COL7A1 dwoc ma hoa clia con ngudi dwoc bat dau

= té bao san xuat COL7 & dang trwéng thanh.

Now Approved in the US

——
Vyjuvek-
heremagene geperpavec-svit

5x10° PFU/mL single-use vial
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DOV, STDOVIN

c.6081delC / c.6081delC

' 1ia ' ‘ S \ ’ |n"0n64
5’ eve we EXONGE3 L ExON64 EXON65 fud Exon66 F EXON73 juef Exon74 e 3'
k—/ TR
@ cis - splicing L' Exon65- 118 RTM
\E@ trans - splicing
5'ees Exon?OlExon?'l Exon72| Exon73|EXON74| eee 3' 5'ees | ExON63| Exon64 Exon65-118 3’

Nucleus

Cvtoplasm

Liemberger B, Bischof J, Ablinger M, et al. COL7A1 Editing via RNA Trans-Splicing in RDEB-Derived Skin Equivalents.
International Journal of Molecular Sciences. 2023
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DOSAGE AND ADMINISTRATION———

Thay thude tan tam - Cham mam dal nudc

For topical application only.

Age Range Maximum Weekly Dose Maximum Weekly
(plaque forming units; |  Volume (milliliter;
PFU) mL)*
6 months to <3 1.6x10° 0.8
years old
> 3 years old 3.2x10° 1.6

*Maximum weekly volume is the volume after mixing VYJUVEK biological
suspension with excipient gel.

Apply VYJUVEK gel to the selected wound(s) in droplets spaced evenly
within the wound, approximately 1cm-by-1cm apart. (2.3)

The table below provides a reference on dose per approximate size of the

wound.
Wound Area (cm?)* Dose (PFU) Volume (mL)
<20 4x108 0.2
20 to <40 8x10° 0.4
40 to 60 1.2x10° 0.6

*For wound area over 60 cm?, recommend calculating the total dose based on
this table until the maximum weekly dose is reached.
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Cac bée Ly thwonag bi bongnwoc

B Epidermolysis Bullosa

,,,,,
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BV Nhi Bong 1
(2014 — 2023): 3—4 ca/nam
04 ca rat nang ( 2 EBS, 1 DEB, 1 JEB)
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Our patients

EPIDERMOLYSIS BULLOSA (EB) SUPPORT PROJECT
MEMORANDUNM OF UNDERSTANDING
BY AND BETWEEN
HCMC CHILDREN HOSPITAL 1
AND
HELPING ORPHANS WORLDWIDE INC.

Epidermolysis Bullosa (“EB”) is a serious inherited skin disease affecting children in every country
throughout the world..

Helping Orphans Worldwide (HOW) and HCMC Children Hospital 1 (The Hospital) in the meeting
in July 2014 expressed a mutual desire to facilitate treatment and quality of care for patients afflicted
by EB for implementation during the period from August 20, 2014 until August 20, 2016 (the
“Period™)
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Huéng dan thuc hanh x( tri tré so sinh véi Ly Thugng Bi Béng Nuéc nghiém trong
Epidermolysis Bullosa (EB)

Hospital for Children
i
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EB CARE SUPPLIES FROM HOW
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2014
EB type?
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Biopsie fixée el en hguide de Mickel d'une bulle récente de ka hanche droite.

Lu biopsie fixée o éié colorde pur I'hématéine osime. 1l existe i Lo jonchion dermo-épidermigue, unc

cavité bulleuse. Le toit de la bulle est constitud o épidenme intact, La cavilé bulleuse cumporte de la

SErosité et ires mononucléds ainsi que des polvnucléaies éosinophiles, Le

plancher de la bulle est constitnd en partie par un épiderme semblant en veie de reconstitution, A 'origine
iviige de 1o bulle, on ohserve au plancher une couche de kédratinoeytes, suggérant un clivage

lement inta Epidermique. Le derme sous jacent comporte un infilirat modded inflammaroire

vascnlaine constitud de lymphocytes, d histioeyies, de polynoci@ares neoirophiles et fosinophiles

apillaires.

Une émde en immunohistochimie i éé réalisée sur coupes congalées,

! e inf].

ANTICORES s
Cytokdraine 14 | k | | Plancher et toi
Laminine (Lamimne 333) + + plancher
LHT-T jcollagéne VI1) + | plancher

= prdsence d"un marquage comparable au émoin paau nommale
-=ahsence de murguage
- = présence d'un marguige diminud par mppord & un émoin peau aormale,

CONCLUSION :

iSuain ) Mo Exaioen 185 AD2633 Concemant le patiecs DOAN BAD NGO

Laspect histologique ¢t la carfographic de la joncbon derme-épidermique évoquent une
épidermolyse bulleuse dans une forme épidcrmolytigue (=simplex),
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2018
EBS

Bé sinh 36,5 tulln, 2,7 kg, sau sanh ngay
tir A3u g8i d&n ban chin, khuu tay), chén dodn BVTD: ly th

ngdy dAu xusit hién truot da viing chi [Z cnan

S — wgng bl béng nudc)

Bién thé phit hign

NM_000424.3(KRTS):.1429G>A (p.Glua77Lys)
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Bénh vién Nhi Pong 1

2019
JEB

= Thay doi Gy e
Gen |D2nBdi[ Dong/ Vi tri Nucleotit/ Hé qua Kigu hinh Phin kp gt
truyén Di hop = bién
Protein
1. Epidermolysis bullosa,
junctional, Herlitz type Chuwa dugc
. i chrilg: NM_000227.5¢c.2 | .. ... . 2. Epidermolysis bullosa, bao cdo trén
MY | Han Dihop 53881027 |26.9T>A Botbienintron | o heralized atrophic benign ClinVar
3. Laryngoonychocutaneous
syndrome
1. Epidermolysis bullosa,
junctional, Herlitz type Chwa dugc
AmMA3  |Lan bi hop chri8: NM_000227.5:c.3 |Dot b:en‘\:ung 2, Ep:dérmnlysts bi{|1053,‘ balg cao trén
23931206 74945G>A chuyén tiép generalized atrophic benign Clinvar
3. Laryngoonychocutaneous
syndrome

341 Sw Van Hanh, P10, Q10, TPHCM

nhidong.org.vn




Thay thude tan tam - Cham mam dat nudc

' T Phan 16p
Dang di | Bong/D} |\ y; Thay déi Hé qua Kiéu hinh dét bién
truyén hop : Nucleotit/ Protein " :
Clinvar
|NM_005562.3: & EP'dB’Imﬂ'ysl!S hulloss;
chri: cAT11CST Dot bién e !‘Z;y 8
Lan Bong hop |1o2078616 |(NP_005553.2: ngung dich ma |2 EPdermolysis bullosa, |Gay benh
junctional, non-Herlitz
p.Args71Ter) type
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« EB Ia mét nhdm cac rdi loan di truyén hiém gap dwoc dac trwng bdi
s mdng manh co hoc rd rét clia cac md biéu md, kém theo ndi bong
nwdc hodc trot da sau co hodc khédng cé chan thuwong nhe.

« Cham sdc lién nganh la phwong thirc quan trong nhat, trong dé quan
trong nhat 14 cham soc da

« Vyjuvek (beremagene geperpavec), liéu phap gen tai chd dau tién
dé diéu tri vét thwong & bénh nhan mac ching ly thwong bi bong
nwoc loan dwdng_ DEB

« Cé&c liéu phap tiém nang dang tiép tuc phat trién, m& ra “con duwong

moi” cho cac bénh nhan EB
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Cam on quy dong nghiép

da cha y lang nghe!
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