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The DEPARTMENT OF HEALTH (DOH), a national government agency created
and existing under the laws of the Republic of the Philippines, with principal office
address at San Lazaro Compound, Tayuman, Manila, represented herein by its
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DIRECTOR 1V, BEVERLY LORRAINE C. HO, MD, MPH and hereinafter [ppines, aims
referred to as the “DOH™;
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§: The UNIVERSITY OF THE PHILIPPINES represented by CARMENCITA D.
< PADILLA, MD, MAHPS Chancellor of the University of the Philippines Manila,
%E with office address at Taft Ave., Ermita, Manila, hereinafter referred to as the “UP Health Care
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. = WHEREAS, DOH is the principal health agency in the Philippines that is mandated to provide all
Filipinos access to a comprehensive set of quality and cost-effective, promotive, preventive,
& curative, rehabilitative and palliative health services without causing financial hardship, and X
= prioritizes the needs of the population who cannot afford such services. ral strategic
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-;.-*X - WHEREAS, DOH is the lead agency in the implementation of Republic Act No. 10747 or the
“Rare Diseases Act of the Philippines.” The DOH is mandated to coordinate with UP NiH and
other stakeholders for technical assi for the impl ion of the law. Ensure timely and
ble medical of persons with rare disease;

WHEREAS, UP Manila as the institution to enter into an Agency-to-Agency contract given that
it has a system in place that facilitates the processing and management of research/project grants
and provides research/project implementation oversight and support to the investigators/
researchers;
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WHEREAS, UP Manila possess expertise in the health sciences particularly in human genetics
and rare discases in the Philippines, through the National Institutes of Health (NTH) — Institute of
Human Genetics (IHG). This robust institution boasts as being the country’s premier lead for
health sciences and health human resource - in education, training, and research;
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OBJECTIVES of the PROJECT

General Objective:

To develop a national strate%ic plan on integrated rare disease
management for the period 2022-2026.

Specific Objectives:

« To develop a 5-year IRDMP strategic plan after consultation

with all the stakeholders
* TO ﬁrepare the list of priority rare diseases from consultations

with medical societies



The Process of Choosing Priority Rare Diseases

CORE TEAM & CHECKLIST SUBMISSION OF FINALIZATION OF
CREATION INITIAL LIST THE LIST

MEETING WITH ADJUDICATION
MEDICAL SOCIETIES



CORE TEAM & CHECKLIST CREATION

IRDMP Executive
Committee

Tasked to develop the guidelines for the medical societies in
the preparation of the list of rare diseases




CORE TEAM & CHECKLIST CREATION

RARE DISEASE CHECKLIST YES ORNO SUPPORTING
EVIDENCE AND
REFERENCE/S

1| Is the prevalence less than or equal to 1 in 20,0007

2| Does the disease significantly impact the patient and his or
her family?

Is there a clear method of diagnosis?

4| Is the disease treatable with interventions that are feasible

and economically accessible?
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CORE TEAM & CHECKLIST CREATION

RARE DISEASE CHECKLIST YES OR NO SUPPORTING
EVIDENCE AND
REFERENCE/S
1| PREVALENCE
a| Isitless than or equal to 1 in 20,000 in the Philippines based on Local prevalence (if

current data?

none, may present
world prevalence)

Are there cases of this rare disease in the Philippines?

No. of Recorded Cases
in the Philippines

c| Based on your registry or data, do you encounter new cases of Approx. number of
this condition every year? cases per year in the
Philippines
2| IMPACT
a| Does the said condition require life-long treatment?
b| Will early diagnosis significantly increase the patient’s life span Natural History of

and improve the quality of life?

Disease; Data on

mortality

Does the condition cause significant morbidity among
untreated patients?

Causes of marhidity:

Research on effect on
ADLs

treatment of this disease?

3| DIAGNOSIS
al Is there an established way of diagnosing the disease? Guidelines
b| Is the diagnostic method already available in the Philippines? Where?
c| Is the diagnostic method available elsewhere and is accessible Where?
for patients in the Philippines?
4| TREATMENT
al Is there an established treatment protocol for this disease? guidelines
b| Is the disease amenable to one-time curative treatment? Guidelines
c| Is the treatment prohibitive for the patient’s family to adhere?
d| Is the preferred treatment easily available in the Philippines? Where?
e| Will the treatment improve the patient’s quality of life? Studies on QoL
f| Is the treatment proven to be safe? available studies
g| Is there an available health program currently funding the




O/ @@ MEETING WITH MEDICAL SOCIETIES
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00 =0@ susMISSION OF INITIAL LIST

. . PPS POGS PCS PCP
submitted rare diseases

e PSPME e PSMFM e PSPS e PDS
e PSDBP e PAP e AFNI e PRA
e PNSP e PSRM e PAPRAS e PCHTM
e PSPO e PSUOG e PUA o PSG
. . . e Pedia e PSCPC e PAO e PCCP
OV@I"CIp (]4 N 2 SOCletleS, Rheumatology = e PSGE e PSCRS e PSMID
. 1 e PIDSP e SGOP e PSAAI
1in 3 societies) + PIDSF » SGOP
e Clinical e PSFP
Genetics e PIDSOG
e PSPH e PSCM
e PSNbM e PSURPS
e PAPP e PAGSP
e Ambulatory

DIFFERENT L
RARE DISEASES - =%




ADJUDICATION

The adjudication was held by the executive committee to
resolve the following:

To review the To resolve

To resolve evidence on

other concerns To finalize the

overlaps the list of rare
diseases
submitted

(i.e. prevalence expanded list
etc. )
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3-Methylerméany] Co-A Carboxylase
Deficiency (IMOCC)
3-Metkylglntacomae acidnra
Achalasia

Achard-Thiers Symdrome

Acuie Lymphoblaste Tenkenia
Anenrysms i Chaldren

Aplastic Agenua
Arginosuccinate Lyase Deficiency

Syndrome
Basal Cell Mewvus Syudrorwe (Gorlm Goltz
Syndrome)

. Biwtimidase Defsceancy

. Behcet Dosease

. Beta-Eetsthiolase Deficiency
. Bihary Atresia

Bladder Cancer

Cat-Ecmaich Dsease

Central Tnabetes Insaprdus
Choledochal Cyst

Chalestery] Ester Stosage Disorder
Chroaie Gramalooiatons Dhisease
Citrin Deficiency
Citrullinernia Type 1

Cloacal Malformabon {Persistent Cloaca)
Congenal Achenal Hvperplasen
Congenaial Central Hypovenhlation
Syndrome

Congential Hypernsulinesm

. Coajosned mvies

CP5 [d-a-ﬁtimty

CPT 1 deficiency
CPT 2 Deficiency
CLUx

. Cystinuria
. DAVE 1o chulddren
3. DHFE Daficisney

Diamond Blackfan Anemia
Distal vagmal agenesis
Eosinophilic Colites
Epidermolysis Bullosa

Erdheim Chesfer Dispase
Evans E}ndrnmr

. Exstrophy of the Bladder
. Fabry dusease
. Fowler's Syndrome

. Galactosednia
. Crastre Comeer

pastremtestinal stromal tumor (GIST)

. Grancher Diseass
. Zeoeralized Pustular Prominsis
. Cilinana

. CGlutare Acidemia Type |
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30
31
32

53.

54
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57
33

FINALIZATION AND SUBMISSION OF THE LIST

xlutanc Acidemin Type 1T

Glycogen Storage Dhsorders

GMI granghosidosie

fonadal dysgemesis

Hemophilis B
Herlvi-Werner-Wanderlch svndrome
LOHWTRAD

HIV m pregoancy

Hodzkin Lymphoma
Holocarboxylase/multyple carboxylase
deficiency

Homwocystiniria

Hutchmson-Gilford Progeria

. Hyper IpE symdroane!

Jobs Syadrome

Hyperphenylalanmemes

Ichihyotie Skin disorders

Idiopathic Meonatnl Hepatitis

Idiopathic Pulmonary Artenal Hypertension
TG4 related dizease

Tmnrvneiee Madisted Inflanmatoe:
Myopadues

II:'I.ﬂEtII'lII]EIIIII['j- Bowvel Dhsapses

. Interstitial Lung Diseass

Isavaleric Acid=mia

Juvemle Breast Hypertophy
Juvemle Tdwopathsc Arthats
Juvenile Systemie Seleross

. Kmabbe Cosease

L-2 hpdrosrpplutarie Asidisia
Langerhans Cell Histioeyiosis
Laryngeal Cancer

LEHAD

Leagh symdrodme

Lesch Myban Dhsease

Lirare syndrome

Lyme Diseage

Jlalipinait Melanoma

Maple Syrup Unine Dissace
A AL

MELAS

Melsmdoses

Menkes dismnze

Methiomine AdenosyliTansferase Deficiency
{MAT)

Methylmalonic Acidemia
Mitochomdnal depletson syndrome
MPL ]

MPs 2

MPE 3

MPE 4

MPES

Jucolipidosis

8. Mucopolysaceardoses

8. MMuocomiyeosis m Pregnaney
100 Maltiple sulfacsse deficiemcy
101 Myeatomns

102 WAGS deficiency

103 Meuraasl Caraid Lipafisteinssis
104 Neunan-Pick Diseass

105 MWeomats] Denbetes

106 Meurcendocritge Tameor, Cervix
107 Menrefibromatosis Type 2

108 Moaketotic Hyperelyeineina
1(# Orchoa Syndrome
110.Osteopenens Imperfacia
111.0TC Deficweiey

117 Pancreatie Cancer

113 Phemrylketoniiia

114 Polyarteris Modoss

115 Polvcythemin Vem

[ 1& Pomepe Dhssase

117 Prader-Willl Syndnooe

118 Pramary CNS Caficer

1 1% Pramsary Congenital Glancoma
130 Primary Fallopian Tube Cancer
121 Prinsary Systeqme vaseulits
132 Propionse Acidenma

115 Prendomyxoma Peritones

174 PTPS Deficieney

135 F"_I|'1'LI'|.T.||:E' dr]r_,-'drl:-genar.e |:|:|n.||:|le5-: -:leﬁnenr:,.'

126 Rectal Gastoiitetisal Stroene] Taisod
127 Refonm disease

128 Betinohlasioms

1% Rett Syndrome

130 Bhizomelic chondrodysplasia punctata
131 Scleroderma

132 Sepons Orvarian Cancer

133 Bertoli-Leydig Cell Tumaor

134 SeSAME Syndrome

135 Severe Combanad Immunodeficieney
136 Smuth lenbi opite

137 Smsth. Mapans Syndnomes
138.Spisal Musculss Atroply

139 S5ADH defireney

140 Syndeonss Craniosynrsioss

141 Systemie Lupas Erythemetosns

142 Takayasu Arteritis

143 TFP deficiency

144 Tay-Sachs disease

145 Tyrosiseme Type I

1446 Tyrersigedni Type I

147 Tyrosineme Type I

148 Unsermabe alems

14% Utenme Leinmyosarcoma

150 THenme sarcoms

151 VLCADND

152 Vulvar Adssaid Cyetse Carcinseia

133.Wilms nemor

1534 Wailson disease
155 Waskott-Aldrich syndrons
156 X-ALD

157 X-lieked apammaglabnlinemia CILA)

158 X-linked Drystomda (Lubaz)
150 Vaws (Endemne Trepaismatases)

rare diseases from RA10747

rare diseases from 38
subspecialties

RARE DISEASES



What is a patient registry?

A patient registry is a collection of
standardized information about a group of
patients who share a condition or
experience.

 Patient registries have traditionally been
research-generated

* They are established for the purpose of
observational data collection that can be
used for a specific research agenda.

* |t may be operated by a single institution or

by a collaboration of multiple institutions
or clinics

SOURCE: Agency for Healthcare Research and Quality, US Department of Health & Human Services



Why Is a registry important?

Describing the natural
history of disease

Registries rﬁ'ay be established to evaluate the natural history of
a disease, its characteristics, management, and outcomes with
and/or without treatment

Measuring or improving

quality of care

Registries may be established to identify disparities in access
to care, demonstrate opportunities for improvement, or (é‘j. 7/

provide transparency through public reporting

cost-effectiveness

Registries may be developed to determine clinical effectiveness
or cost-effectiveness in real-world clinical practice.

;i Determining clinical and/or

Role in Policy
Development

Registries may supply context relating to poIiticaI', regulatory,
funding, and other issues that provide practical parameters

that may aid in policy and decision making

SOURCE: Agency for Healthcare Research and Quality, US Department of Health & Human Services



Elements of a quality patient registry

A quality patient registry should:

Efficiently and securely acquiring and validating

INTEGRATE healthcare data from various sources

Advanced analytics are used for building trust in the

IDENTIFY

data and uncovering drivers of outcome and

variation

Delivering insights via interactive reports and tools
INFORM L . .
that inspire data-driven action




Where are we now?

* Individual institutions and societies keep
their own registries
* There is no unified registry for rare disease

* There is a need to organize and create a rare
disease registry
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