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DINH NGHIA

<1/500.000

WHO: < 65 / 100.000

Cui Y, Han J. Defining rare diseases in China. Intractable Rare Dis Res. 2017 May

https://www.jnj.com/health-and-wellness/what-is-a-rare-disease
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Knowledge on rare diseases and orphan drugs
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Homepage = Rare diseases = Search

Rare diseases Search for a rare disease

Pemphigus vulgaris: 1-5/10.000
Morphea: 1-9/100.000

Bullous pemphigoid: 1-5/10.000
Generalized pustular psoriasis: 1-9/1.000.000

Pytiriasis rubra pilaris: 1-5/1.000.000



<1/1000 000
<1/1000 000

1-5 /100 000
<1/1000 000
<1/1000 000

<1/1000 000
<1/1000 000
1-5/1000 000

<1 /1000000
Unknown
1-9/1000000
Unknown

<1 /1000000

Rare skin disease database: RSDB

Classical-like Ehlers-Danlos syndrome type 1
Classical-like Ehlers-Danlos syndrome type 2
Vascular-like classical Ehlers-Danlos syndrome
Hidrotic ectodermal dysplasia

CLOVES syndrome

Spinal arteriovenous metameric syndrome
Cockayne syndrome type 1

Cockayne syndrome type 2

Cockayne syndrome type 3

COG7-CDG

Congenital erythropoietic porphyria

Congenital generalized lipodystrophy
Generalized congenital lipodystrophy with myopathy
Cornecdermatoosseous syndrome

Costello syndrome

Cowden syndrome

Crandall syndrome

Cranioectodermal dysplasia

<1 /1 000 000
<1 /1000000
Unknown
1-9 /100 000
1-9 /100 000
1-5/1000 000
<1 /1 000 000
<1 /1000000
=1 /1000000
Unknown

<1 /1000 000
Unknown

<1 /1 000 000
<1 /1000000
<1 /1 000 000
ndorff syndrome
<1 /1000000
<1 /1000000

=1 /1000 000
=1 /1000000

.

Bazex-DuprA®-Christol syndrome

Cutis gyrata-acanthosis nigricans-craniosynostosis syndrome
Becker nevus syndrome

BehASet disease

Biotinidase deficiency

Birt-Hogg-DubA® syndrome

BjAfrnstad syndrome

BElau syndrome

Blepharo-cheilo-odontic syndrome

Bloom syndrome

Congenital multiple cafA®-au-lait macules-increased sister chromatid excha
Blue rubber bleb nevus

BATATk syndrome

Erittle cornea syndrome

Hereditary bullous dystrophy, macular type
Buschke-Ollendorff syndrome

Campomelia, Cumming type

Craniofaciofrontodigital syndrome

Hair defect-photosensitivity-intellectual disability syndrome
Hypertrichotic osteochondrodysplasia, Cantu type
Spondyloepiphyseal dysplasia, Cantu type

Kuo, Tien-Chueh & Wang, Pei-Hua & Wang, Yu-Ke & Chang, Chia-1 & Chang, Ching-Yao & Tseng, Yufeng. (2022). RSDB: A rare skin disease database to link drugs with potential drug targets
for rare skin diseases. Scientific Data. 9. 10.1038/s41597-022-01654-2.



BENH HIEM

Bénh da hiém gap (dwa theo tan suat)
Bénh da khéng hiém - nhung thé bénh hiém

Bé&nh da nam trong biéu hién hé théng khac



EURORDIS

RARE DISEASES EURDPE

Home \ Information & support \ What is a rare disease?

What is a rare disease?

The impact

Rare diseases are characterised by a wide diversity of symptoms and signs that vary not only from disease o disease but also from patient to
patient suffering from the same disease.



BENH HIEM

Bénh da hiém gap (dwa theo tan suat)

Bénh da khéong hiém - nhung thé bénh hiém



BENH HIEM

Bénh da hiém gap (dwa theo tan suat)
Bénh da khéng hiém - nhung thé bénh hiém

Cac hdi chirng cé biéu hién & da



TIEP CAN TRU'ONG HOP BENH HIEM

BU'GC 1: NHAN DIEN “DAU HIEU CANH BAO”

BU'GC 2: BENH SU

> Phenotype

BUOC 3: KHAM

BUGC 4: XET NGHIEM B (A ciond

TITTTEY Tele)
adAjouas - adAjouayd

—>» Genotype
BUOC 5: MOI LIEN QUAN KIEU GENE KIEU HINH

BU'OC 6: KET LUAN

Tantcheva-Podr |, Oji V, Has C. A multistep approach to the diagnosis of rare genodermatoses. J Dtsch Dermatol Ges. 2016 Oct



-------- At birth

Tantcheva-Podr |, Qji V, Has C. A multistep approach to the diagnosis of rare genodermatoses.
J Dtsch Dermatol Ges. 2016 Oct

----- BU'GC 1: NHAN DIEN “DAU HIEU CANH BAO” ---. Childhood -----

Erythroderma Therapy-resistant eczema associated

with recurrent infections, multiple
allergies, and growth failure

Immunodeficiency disorders, e. g. Hyper-IgE
syndromes and SAM syndrome

Ichthyosis (ARCI, Netherton syndrome)

Immunodeficiency (Omenn syndrome)

Metabolic disorder (biotinidase deficiency)

Generalized scaling with/without
erythroderma and/or blisters

Palmoplantar keratoderma
Ichthyosis (syndromic and non-syndromic)

Collodion baby

Ichthyosis (ARCI)

Photosensitivity

DNA repair disorders, e. g. XP, Rothmund-
| Thomson syndrome, Cockayne syndrome
~ Porphyrias, Kindler syndrome

Generalized blistering or blisters at
friction sites

Poikiloderma
DNA repair disorders, Kindler syndrome

1



--------------------------------- BU'GC 1: NHAN DIEN “DAU HIEU CANH BAO”  —— oo

Brownish
~ keratotic
. papules in

. seborrheic areas
Darier’s disease

Multiple (mostly benign)
adnexal tumors

Familial tumor syndromes, e. g.
Brooke-Spiegler syndrome,
Gardner syndrome, Muir-Torre
syndrome

Recurrent erosive
dermatitis of the
large folds

Hailey-Hailey disease

Adolescence
and adulthood

Association with extracutaneous
manifestations, especially when
involving the central nervous
system, skeleton, teeth, eyes, and

ears

Ectodermal dysplasia syndromes,
neurocutaneous syndromes, epidermal nevus
syndromes

Cutaneous lesions in a linear
or segmental distribution

respecting the midline
Systematized epidermal nevi,
incontinentia pigmenti, focal dermal
hypoplasia

Skin findings that
do not match the
' patient’s age
Loose, hanging skin and

* wrinkling in a newborn
with cutis laxa

Association with
other congenital

abnormalities
Aplasia cutis congenita,
accessory tragi

Multiple hypo- and

hypermelanotic macules
Hypomelanotic macules, e. g. piebaldism,
Waardenburg syndrome, TSC Multiple
café-au-lait spots, e. g. neurofibromatosis,
| Legius syndrome, McCune-Albright
syndrome, LEOPARD syndrome

Association with various
early-onset internal
malignancies, positive
family history

Familial cancer syndromes
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Tantcheva-Podr |, Qji V, Has C. A multistep approach to the diagnosis of rare genodermatoses. J Dtsch Dermatol Ges. 2016 Oct



BUOC 3: KHAM

DA
NIEM MAC

TOC, MONG
RANG - SINH DUC

CAC CO QUAN KHAC

Tantcheva-Podr |, Qji V, Has C. A multistep approach to the diagnosis of rare genodermatoses. J Dtsch Dermatol Ges. 2016 Oct



BUOC 4: XET NGHIEM
SINH THIET — GIAI PHAU BENH — MIEN DICH HUYNH QUANG — HOA MO MIEN DICH
XET NGHIEM SINH HOA
CHAN POAN HINH ANH

XET NGHIEM VI SINH

XET NGHIEM DI TRUYEN

Ki€éu hinh khéng rd rang

« K&t qua anh hudng dén viéc tién luong, tai phat, diéu tri

e Xét nghiém & nguwdi nha khong triéu chirng cé nguy co mac bénh
e Xét nghiém ngudi nha nghi ngo mang gene lan

« Xét nghiém trudc sinh/ trudce khi ciy phoi

Tantcheva-Podr |, Qji V, Has C. A multistep approach to the diagnosis of rare genodermatoses. J Dtsch Dermatol Ges. 2016 Oct



GeneReview: http://www.ncbi.nIm.nih.gov/books/NBK1116
Orphanet: http://www.orpha.net/consor/cgi-bin/index.php
OMIM: http://www.ncbi.nIm.nih.gov/omim

PubMed: http://www.ncbi.nlm.nih.gov/pubmed

ADF Genetik: http://www.adf -online.de/arbeitsgruppen/dermatologischegenetik/

Tantcheva-Podr |, Qji V, Has C. A multistep approach to the diagnosis of rare genodermatoses. J Dtsch Dermatol Ges. 2016 Oct


http://www.adf/

BUOC 6:

MC

NF1 (-) PTPN11 (+)

Staphylococcus aureus

SPRED1 (-)



QUY TRINH BAO CAO
CA BENH HIEM TAI
BENH VIEN DA LIEU

TPHCM

Nhén su chju tréch Céc burérc M6 t3/tai lidu lién quan
nhiém thure hién

B4c <7 khim bénh Phithibn  |oont
Chuyén
bénh dén
Ty bdo phong D23
cdo {KHTH)
Phong KHTH e
- Nhan sy ti€p nhan Digu phoi
bdo cdo ca R
- Trudng phong
KHTH
-BS khdmbénh (ty | | |
v
bdo cdo), hodc A I Thyec hién bdocéo ca ‘
- BS dugc phan cong | bénh hiém, la ‘Phén
] hdi
Trong vong
' 15ngay

\ 4
NOp ho sové phong

BS thyc hién bao cdo

ca XHTH
Phong KHTH Quinly, théngké,
| bso cdo }

1. Xem xét bénh hiém, 13.
2. Kich hogt quy trinh theo
01 trong 02 cach,

Trudng phong KHTH diéu
phdi nhan sy phy trach bao
€30 ca.

1. Phan hoi vdi BS kham
bénh (T/H chuyén bénh)

2. Kham, chira bénh, Iam
HSBA

3. L3y ddng thudn

4.1am don dé nghi bdo cdo
ca bénh hiém, la

NGp bd hd so vé phong
KHTH trong 15 ngay

1. Tiép nhan ho so
2. Théng k& bdo cdo ca
bénh hiém, I3



KET LUAN

DPinh nghia vé ca bénh la co su khac nhau tuy tirng vung

Co thé tiép can theo 6 budc: nhan dién diu hiéu canh bdo -
hoi bénh s - kham |am sang — xét nghiém — xac dinh mai lién
quan kiéu gene, kiéu hinh — két luan

Khi phat hién ca bénh |a, cac bac si thwc hién theo quy trinh

“Quan ly ca bénh hiém, 13”



EURORDIS

RARE DISEASES EURDPE

RARE DISEASE DAY®

ONLY 1,200 out of all rare diseases, have more
than five documented cases published in the

scientific literature.[2]

70% of people with rare diseases wait more

5 YEARS is the time it takes on average for

than 1year to get a confirmed diagnosis

rare disease patients to get a diagnosis.[1]

after coming to medical attention.[1]

29 FEBRUARY

The proportion of people with rare diseases who
report FEELING DEPRESSED is 3 TIMES HIGHER
than that of the general population.[3]
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