
Genetic Counseling

7VOL. 45 NO. 4 2011 ACTA MEDICA PHILIPPINAVol. 43 N0. 4 2009      ACTA MEDICA PHIlIPPINA   13

Heart Failure and Short Stature in a 43 year-old male

transferred to the intensive care unit (ICU) for ventilatory 
support and closer monitoring. on bedside cardiac ultrasound, 
there was a finding of eccentric left ventricular hypertrophy, 
global hypokinesia with depressed overall systolic function 
with concomitant spontaneous echo contrast on left ventricular 
(lV) cavity suggestive of rheologic stasis, the ejection fraction 
was 25%, with moderate mitral regurgitation, moderate 
aortic regurgitation with aortic sclerosis, severe tricuspid 
regurgitation with mild pulmonary hypertension, pulmonary 
regurgitation, and minimal pericardial effusion or pericardial 

fat pad. Cardiac enzymes were not consistent with an acute 
coronary event (Table 3), however, intravenous (IV) heparin 
(overlapping with oral warfarin) was still given to cover for 
the presence of a possible lV thrombus as demonstrated 
by rheologic stasis on cardiac ultrasound. Medications 
were shifted to IV diuretics and inotropes; oral digoxin was 
started. IV antibiotics were given for possible pulmonary 
infection. The patient later on showed improvement, and was 
eventually weaned off from ventilatory support, extubated, 

Table 1. Initial laboratory Results

WBC
RBC
HGB
HCT
MCV
MCH
MCHC
RDW
PlT
RETIC
SEG
lYMPH
MoNo
Eo
BASo
BlAST

CBC

Reference 
Value
5-10
4-6
120-150
0.38-0.48
80-100 Fl
27-31 PG
320-360 G/l
11.5-15.5%
200-400
0.005-0.015
50-70%
20-44%
2-9%
0-4%
0-2%
0%

Result

4.5

90
0.27

Inc

48
50
2
0
0
0

RBS
HGBA1C
BUN
CREA
AlB
TAG
HDl
lDl
ToTAl CHol
AST
AlT
Alk po4
NA
K
Cl
CA++
P
MG++

Reference 
Value
3.9-6.1
4.27-6.07
2.6-6.4
53-115
34-50
0.34-1.7
0.91-1.56
1.1-3.8
4.2-5.2
15-37
30-65

140-148
3.6-5.2
100-108
2.12-2.52

0.74-1

Result

6.3
6.4
5.0
123
32
0.82
0.67
4.21
5.25
95
91
184
136.9
3.35
86
2.37
2.27
0.83

Blood chem.

Color

Transp
Sp Gravity

pH
Sugar

Protein
RBC
WBC
Cast

Epith cell
Bacteria

Mucus th
Crystals

Am urates

straw

Clear
1.010

8.0
NEG
NEG
0-1
0-2

Rare
occ’l
Rare
Rare

Urinalysis

pH

pCo2
po2

HCo3
o2 sat
Fio2
Temp

7.408

49.1
70

31.3
93.6
21%
36.9

ABG

PBS
Slight poikilocytosis, 
acanthocytes, ovalocytes, 
slight toxic granulation, 
slight anisocytosis

Table 2. Thyroid Function Tests

Free T4
TSH

(0.8-2.0)
(0.4-6.0)

0.02 ng/dl   
24.75 Uiu/ml

Reference  Value Result

Figure 1. Electrocardiogram upon admission 

Table 3. Cardiac Enzymes

Qualitative 
Troponin I
CK-MB
CK-ToTAl

0-6.0
21-232

PoSITIVE

1.14
543

Reference Range (mmoL) Result

Figure 2. Chest radiograph on admission
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ABSTRACT 

In the Philippines, there is an urgent need to expand the 
clinical services for diagnosis, management and emotional 
support for patients with genetic conditions and their family 
members.  Despite the lack of trained health care providers 
with specialization in genetics, public health-related genetics 
programs are continuously being implemented. To address 
these current demands, strategic planning began in 2009 
between local medical geneticists and international genetic 
professionals to develop the curriculum for an advanced 
degree in genetic counseling program. The Board of Regents 
at the University of the Philippines approved the proposed 
curriculum in January 2011, and training of the Philippines’ 
first cohort of genetic counseling students commenced in 
June 2011.  The successful implementation of the MS in 
Genetic Counseling program will provide the opportunity to 
incorporate the much needed genetic counseling services in 
the country. 
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Introduction 
Currently, there are only seven available clinical 

medical geneticists serving the needs of approximately 92 
million people in the Philippines.1 The implementation and 
expansion of public health-related genetics programs such as 
the National Comprehensive Newborn Screening Program, 
Birth Defects Surveillance Project, Telegenetics Referral 
System and the Philippine Genome Center add urgency to 
have additional professionals specifically trained in genetic 
counseling in the country.2-5 To illustrate, the expansion of 
the Philippines’ Newborn Screening Program continues to 

identify affected newborns recommended to follow a 
specialized medical management protocol and strict dietary 
supplementation plan.6 Thus, additional health care 
providers are needed to provide education for parents to 
understand the importance of compliance to prevent adverse 
health outcomes.     

The establishment of the MS in Genetic Counseling 
training program at the University of the Philippines Manila 
serves a vital role in the access, delivery, and expansion of 
medical genetics, not only in the Philippines but also in the 
Asian region.  Historically, the first graduate training 
program in genetic counseling was established in Sarah 
Lawrence College, New York in 1969 following the request 
to have trained non-physician health care professionals as 
part of the delivery of clinical medical genetics.7  At this 
time, there are over 30 genetic counseling training programs 
in North America and several other programs in other parts 
of the world.8  In Asia, a graduate level training in genetic 
counseling is offered in Australia, Japan, Taiwan and 
Indonesia.   

Briefly, genetic counselors are health care providers 
with specialized training in genetics and psychosocial 
counseling of patients and members of their families with 
risks for genetic disorders. Sheldon Reed initially defined the 
genetic counseling process as “a kind of social work done for 
the benefit of the whole family entirely without eugenic 
connotations”.9 In 2005, the National Society of Genetic 
Counselors, a US-based organization, expanded the 
definition of genetic counseling as “a process of helping 
people understand and adapt to the medical, psychological 
and familial implications of genetic contributions to 
disease”.10 Genetic counselors work closely with the medical 
geneticist who provides the clinical diagnosis and 
management of a patient. They also work with a team of 
other health care providers (e.g., social workers, nurses, 
nutritionists, and other specialized medical professionals) to 
provide genetic counseling and support in pediatric, 
metabolic, cancer, prenatal, neurology, cardiovascular and 
various high-risk specialty clinics.  Competent genetic 
counselors are able to serve the population by having a 
broad range of skills, knowledge, and attitudes pertaining to 
genetic counseling.   
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Presentation of the case
This is a case of a 43-year-old male presenting with short 

stature and heart failure. The patient was admitted at the 
medicine ward of the Philippine General Hospital (PGH) 
for dyspnea. This paper will investigate several issues: 
differentiating congenital from acquired hypothyroidism, 
the relationship between hypothyroidism and the 
cardiomyopathies, and the therapeutic options in patients 
with cardiomyopathy secondary to hypothyroidism.

The patient had been born full term to a then 31-year-
old Gravida 4 Para 3 (G4P3), the 4th of 9 siblings, with an 
apparently unremarkable delivery at home facilitated by 
a traditional birth attendant. He was noted to be normal 
at birth. The patient was allegedly at par with age both 
physically and mentally until eight years old when he was 
said to have stopped growing in height. He was brought to 
a private doctor, whose diagnosis was undisclosed, and he 
was given medications to increase height, which the patient 
took for only one month with no improvement. Through the 
years, the patient was apparently well, although still of short 
stature, with thick lips, coarse facial features and dry skin. 
He was notably slow in ambulation. He was said to have 
bronchial asthma at age 15 years, and since then he had been 
taking salbutamol tablets occasionally for bouts of dyspnea 
occurring one to two times annually.

The patient’s symptoms started in 2001 when he was 
reported to have sudden loss of consciousness. During this 
time, the patient did not have any symptoms of heart failure; 
no prior seizures, cyanotic episodes, chest pain, headache, or 
blurring of vision. He regained consciousness shortly after and 
was brought to a private physician, whose assessment was a 
“heart problem”. He was prescribed unrecalled medications 
taken for a few months and eventually discontinued when 
the syncopal episode did not recur.

In the next four years, the patient would develop 
intermittent, progressive exertional dyspnea and bipedal 
edema. later on this would be accompanied by generalized 
body weakness, anorexia, and constipation, severe enough to 

require regular laxative use. There was also a report of two 
more syncopal episodes. He was brought to another doctor 
in a private hospital where the assessment was still a “heart 
problem”. The patient was again prescribed unrecalled 
medications and again was lost to follow-up. This time, 
however, symptoms were persistent. He later consulted at 
another local hospital, where he was admitted and managed 
as a case of anemia and bronchial asthma. He was discharged 
slightly improved after four days, only to have recurrent heart 
failure symptoms, prompting admission at PGH.

Upon admission the patient was in mild respiratory 
distress, with stable vital signs and no note of fever. Pertinent 
physical exam findings included short stature, thick lips, non-
pitting periorbital edema, dry skin, a displaced apical impulse, 
crackles on both lung fields, and bilateral non-pitting bipedal 
edema. There was also a 3 cm x 3 cm reducible umbilical 
hernia. However, there was no pallor, no neck vein distention, 
no apparent congenital malformations, no cardiac murmurs 
and no clubbing. There was also no note of an anterior neck 
mass.

laboratory workup showed cardiomegaly with pulmonary 
congestion, thoracic dextroscoliosis, and atheromatous aorta by 
chest radiograph, and left ventricular hypertrophy by 12-lead 
electrocardiogram (12-l ECG) (Figures 1 and 2), normocytic 
normochromic anemia (Hgb 90 mg/dl), dyslipidemia, and 
pre-renal azotemia (serum creatinine 123 mmol). Electrolytes 
on admission showed slight hyponatremia, hypokalemia, 
and hypochloremia (serum Na 136, K 3.35, Cl 86). Blood gases 
revealed partially compensated metabolic alkalosis with mild 
hypoxemia. The patient was noted to be hypothyroid based 
on elevated serum thyroid-stimulating hormone (TSH) and 
markedly decreased serum free thyroxine (FT4). The exact 
values are shown in Tables 1 and 2. 

Upon admission to the wards, the patient was managed 
as having congestive heart failure from cardiomyopathy 
secondary to acquired hypothyroidism. oral loop diuretics, 
angiotensin-converting enzyme (ACE) inhibitors, beta-
blockers, statins, and levothyroxine were started. Electrolyte 
correction was instituted. The sections of Endocrinology 
and Cardiovascular Diseases were co-managing the patient 
together with the General Medicine service.

He soon developed respiratory failure, upon which the 
considerations were acute pulmonary congestion, nosocomial 
pneumonia, to rule out an acute coronary event. He was later 
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Guidance to develop the curriculum in order to 
effectively train the Philippines’ genetic counseling 
professionals was obtained from already established specific 
competencies developed by organizations such as the 
American Board of Genetic Counseling,11 and expert opinion 
advice from international colleagues in the medical genetics 
and genetic counseling specialty. A review of the already 
existing curriculum from various training programs in other 
countries (e.g., United States, Canada, and Australia) was 
done to determine the type of training and skill 
development for the Philippines’ genetic counselors that is 
most appropriate to meet the needs of the Filipino patient 
population.   
 
Genetic Counseling Training Program in the Philippines 

In January 2011, the University of the Philippines Board 
of Regents approved the curriculum for the MS in Genetic 
Counseling. The curriculum was created with participatory 
inputs from various specialties (e.g. public health, 
epidemiology, biostatistics, medical anthropology and 
bioethics). They will have the expertise to guide patients and 
their families to make their own informed choices. With the 
required courses in genetics and genetic counseling, the 
students will also have the foundational knowledge in each 
of these specialties to ensure sustainability and successful 
incorporation of the genetic counseling field in the public 
health care system in the country. Students will have an in-
depth understanding of the various genetic conditions, their 
clinical management, inheritance pattern, and prognoses.  
As the students complete the two-year program, they will 
gain competency in providing psychosocial support to the 
patient and members of their families. Their training will 
allow them to (1) apply the basics of human genetics and the 
principles of medical genetics and genetic counseling to 
given clients; (2) provide supportive genetic counseling to 
families, serve as patient advocates, and refer individuals 
and families to community and/or local government support 
services; (3) serve as educators and resource for other health 
care professionals and for the general public; and (4) plan, 
develop and evaluate genetic services programs.  

Student-preceptorship collaborations are arranged with 
experienced certified genetic counselors practicing in the 
United States and Canada to enhance the training and 
development of the genetic counseling students.  In 
addition, a joint partnership with the Stanford University 
MS in Human Genetics and Genetic Counseling as “sister 
programs” was created to share educational resources and to 
promote cross-cultural genetic counseling awareness.12 This 
agreement entails bi-monthly video case conference for 
students and faculty members to share challenging genetic 
counseling patient cases.  Telecommunication is conducted 
via secure video and web interface platforms to ensure the 
protection of patient confidentiality and privacy. 
 

Current and Future Demands of Genetic Counselors 
In the near future, it is foreseeable that the role of the 

genetic counselor in the Philippines will expand to serve as 
research coordinators, as project development officers, and 
as members of faculty for the genetic counseling program.   
It is envisioned that there will be at least 1 genetic counselor 
for each of the 81 provinces of the Philippines. The initial 81 
job openings are in response to the articles stipulated in the 
Newborn Screening Act of 2004 and its Implementing Rules 
and Regulations.13 In compliance with the aforementioned 
articles, the Newborn Screening Reference Center and the 
Department of Health are both pushing for the requisites of 
the establishment of Referral Centers that will be responsible 
in the management of cases diagnosed to have any of the 
disorders included in the newborn screening panel. Due to 
the urgency to train genetic counselors in the country, 
scholarships are available, though still limited in number. 
 

Conclusion 
The newly established MS in Genetic Counseling 

program at the University of the Philippines Manila is a 
momentous achievement to meet the demands of the 
increasing applications of genomics to improve health. As 
patients and members of their family seek better 
understanding on the medical and scientific explanation of 
the identified genetic diagnosis, they also yearn for the 
empowerment support from medical geneticists and genetic 
counselors for personal and social acceptance. In addition to 
providing the needed support to patients and members of 
their family, graduates of the genetic counseling program 
are foreseen to be able to recommend appropriate policies to 
improve and expand clinical and research genetic services in 
the country.  In alignment with this commitment, awareness 
and acknowledgement of the various ethical, legal, and 
social implications are also recognized.  This is of utmost 
importance given the significant contribution of the field of 
genetic counseling in the local, national, and international 
level.   
 
__________________ 
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the presence of a possible lV thrombus as demonstrated 
by rheologic stasis on cardiac ultrasound. Medications 
were shifted to IV diuretics and inotropes; oral digoxin was 
started. IV antibiotics were given for possible pulmonary 
infection. The patient later on showed improvement, and was 
eventually weaned off from ventilatory support, extubated, 

Table 1. Initial laboratory Results

WBC
RBC
HGB
HCT
MCV
MCH
MCHC
RDW
PlT
RETIC
SEG
lYMPH
MoNo
Eo
BASo
BlAST

CBC

Reference 
Value
5-10
4-6
120-150
0.38-0.48
80-100 Fl
27-31 PG
320-360 G/l
11.5-15.5%
200-400
0.005-0.015
50-70%
20-44%
2-9%
0-4%
0-2%
0%

Result

4.5

90
0.27

Inc

48
50
2
0
0
0

RBS
HGBA1C
BUN
CREA
AlB
TAG
HDl
lDl
ToTAl CHol
AST
AlT
Alk po4
NA
K
Cl
CA++
P
MG++

Reference 
Value
3.9-6.1
4.27-6.07
2.6-6.4
53-115
34-50
0.34-1.7
0.91-1.56
1.1-3.8
4.2-5.2
15-37
30-65

140-148
3.6-5.2
100-108
2.12-2.52

0.74-1

Result

6.3
6.4
5.0
123
32
0.82
0.67
4.21
5.25
95
91
184
136.9
3.35
86
2.37
2.27
0.83

Blood chem.

Color

Transp
Sp Gravity

pH
Sugar

Protein
RBC
WBC
Cast

Epith cell
Bacteria

Mucus th
Crystals

Am urates

straw

Clear
1.010

8.0
NEG
NEG
0-1
0-2

Rare
occ’l
Rare
Rare

Urinalysis

pH

pCo2
po2

HCo3
o2 sat
Fio2
Temp

7.408

49.1
70

31.3
93.6
21%
36.9

ABG

PBS
Slight poikilocytosis, 
acanthocytes, ovalocytes, 
slight toxic granulation, 
slight anisocytosis

Table 2. Thyroid Function Tests

Free T4
TSH

(0.8-2.0)
(0.4-6.0)

0.02 ng/dl   
24.75 Uiu/ml

Reference  Value Result

Figure 1. Electrocardiogram upon admission 

Table 3. Cardiac Enzymes

Qualitative 
Troponin I
CK-MB
CK-ToTAl

0-6.0
21-232

PoSITIVE

1.14
543

Reference Range (mmoL) Result

Figure 2. Chest radiograph on admission

___________ 
 
Resources 
For more information on the MS in Genetic Counseling 
program, please contact: 
National Graduate Office for the Health Sciences, University 
of the Philippines Manila 
Phone: (+632) 526-5870; 523-1495 
Fax: (+632) 523-1498 
Email: ngohs@post.upm.edu.ph 
Website: www.ngohs.upm.edu.ph 
For more information on genetic services and patient 
support groups: 
Institute of Human Genetics, National Institutes of Health, 
University of the Philippines Manila 
Website: http://ihg.upm.edu.ph/ 
 
__________ 
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