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Lynch syndrome, an autosomal dominant genetic disorder, increases the risk of certain cancers, notably colorectal cancer.
Early genetic testing and surveillance can significantly reduce associated morbidity and mortality. However, young patients
face significant challenges navigating the healthcare system, with the psychological impact often neglected. Coping with the
hereditary condition and elevated cancer risk can lead to distress, anxiety, and depression. Healthcare providers tend to
focus on physical aspects, disregarding psychological well-being, leading to reduced treatment compliance and satisfaction.
This case highlights the need for multidisciplinary teams and mental health support, emphasizing patient-centered care and

support systems within the healthcare system.

Introduction

Lynch syndrome is caused by a mutation in one of the DNA mis-
match repair genes, most commonly MLH1, MSH2, MSH6, or
PMS2." Individuals with Lynch syndrome have a high lifetime
risk of developing colorectal cancer and other cancers, such as
endometrial, ovarian, gastric, pancreatic, urinary tract, and brain
tumors.” Early identification through genetic testing and surveil-
lance is crucial for improved outcomes. Despite the increasing
awareness of Lynch syndrome and its genetic testing, the chal-
lenges faced by young patients in navigating the healthcare
system from diagnosis to management remain significant. The
psychological impact of Lynch syndrome on young patients is
often overlooked or inadequately addressed within the healthcare
system. Coping with the knowledge of a hereditary condition and
the increased risk of cancer can cause significant distress, anxiety,
and depression in affected individuals. Unfortunately, many
healthcare providers may focus primarily on the physical
aspects of Lynch syndrome management, neglecting the psycho-
logical well-being of their patients. This lack of psychological
support further exacerbates the emotional burden experienced
by young patients, potentially leading to reduced treatment com-
pliance, decreased overall satisfaction with the healthcare system,
and poorer long-term outcomes.

This case reflects the challenging journey of a young phy-
sician diagnosed with Colon cancer (Lynch syndrome) in the
prime of her career. It has highlighted the importance of
mental health support by recognizing flaws in the healthcare
system and emphasizing the significance of patient-centered
care and support systems.

My Personal Experience
Background

Despite having achieved significant success in my career as a
medical trainee, my relentless pursuit of knowledge led me to
embark on a new adventure: pursuing a master’s degree in
research at the esteemed Harvard Medical School in the
United States. This life-changing decision necessitated
leaving behind everything [ knew in Australia and embracing
the challenge of immersing myself in a new culture. It was a
mixture of trepidation and exhilaration as I embarked on this
daunting yet invigorating journey. However, amidst the
excitement, the stress associated with relocating took a toll
on my physical and mental well-being.

Diagnosis

I started experiencing intermittent pain in my right iliac fossa
for a couple of weeks. The pain became so persistent that I
sought medical attention during a holiday back home. While
waiting in the emergency room for the results of a computed
tomographic (CT) scan, a surgical registrar, with a grave
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expression, delivered unexpected news: I had been diagnosed
with likely colon cancer. The news came as a shock, particu-
larly because I had no family history of the disease, was still
in my early thirties, and had never anticipated facing such a
severe illness at this stage. I have always taken great care of
my health. Initially, there was a possibility that the lesion
observed in my scans could be lymphoma. However, after a
battery of tests, including staging CT scans, blood tests,
tumor markers, and a colonoscopy, it was confirmed that I
was dealing with obstructing colon cancer. Although there
was a slight delay in scheduling the colonoscopy, a few calls
to my superiors helped expedite the process, and I was
promptly scheduled for surgery after the holidays.

Preoperative Management

With the long weekend fast approaching, I was allowed to
return home for preoperative management following the
Enhanced Recovery After Surgery protocol. However, to
my disappointment, I discovered that the preoperative
drinks provided were expired. I promptly informed the
Colorectal nurse about the issue, and as a result, I was
advised to refrain from consuming the drinks altogether.
While this situation initially caused me some concern, |
attributed it to a minor human error and decided to let it go.

Postoperative Management

My postoperative journey began without patient-controlled
analgesia (PCA) and only oral pain medication, specifically
Endone. This unexpected change threw me off guard as I
woke up after surgery experiencing intense pain. It took the
nursing staff approximately 2 hours to arrange the PCA,
which was later apologized for by an anesthetist.

Throughout the day, my interactions with the surgical
fellow and junior doctors were limited to a brief 5-minute
morning ward round. While I understood their busy sched-
ules, I received no updates regarding my blood test results
or other crucial information. Concerned about my well-being,
I self-diagnosed refeeding syndrome when I experienced
extreme lethargy despite diligently following all postopera-
tive recovery instructions. This lack of attention and commu-
nication from the medical team became another source of
disappointment during my recovery.

One of the most uplifting aspects of my postoperative
recovery was the exceptional empathy displayed by the
nursing staff. Their compassionate care and understanding
provided comfort during a challenging time. During the con-
sultant ward round, the operating surgeon shared his own
battle with malignancy. This genuine and relatable conversa-
tion created an instant connection and comfort, further
enhancing my recovery experience.

Despite being in the midst of my hospital stay, I faced the
pressure of a looming deadline for my capstone project at
Harvard. Determined to fulfill my commitments, I continued
working on it while in the hospital. Eventually, I was

discharged home while awaiting the histopathology results,
which carried the possibility of a Lynch syndrome diagnosis.
I had already arranged an appointment with the oncologist to
ensure proper follow-up and care.

Chemotherapy Vs No Chemotherapy?

During my follow-up appointment with the oncologist, I was
informed of the likelihood of Lynch syndrome (pending
genetic testing). The TNM staging of my colon cancer was deter-
mined to be T3ANOMO, and the tumor was classified as poorly dif-
ferentiated adenocarcinoma. However, given my background and
specialization in gastroenterology, specifically in Lynch syn-
drome, I found it confusing that chemotherapy was recom-
mended as the primary treatment option. This contradiction
prompted me to seek a second opinion. The second opinion
was the exact opposite of the first one. Getting a genetics referral
was lengthy, taking nearly 2 months to secure the first appoint-
ment. Subsequently, arranging the necessary blood testing and
obtaining the genetic results took 3 additional months.

Fertility Preservation

Considering my situation, my initial oncologist advised chemo-
therapy as the primary treatment option. In addition, due to the
unavailability of a public fertility specialist for the next 6
months, a referral was made to a private fertility specialist to
discuss fertility preservation options, given my age. Despite
being uncertain about the management plan, I found myself in
a situation where I had to pay a significant amount out of
pocket for the fertility preservation process. The fear of losing
the battle against the biological clock pushed me to take this finan-
cial step, even without complete clarity on the treatment path.

Psychological Support

As a young aspiring gastroenterologist, being diagnosed with
Lynch syndrome while having a nonmedical partner and no
other family support was an overwhelming experience.
Within 3 months, everything seemed to be happening so
quickly. However, what struck me the most was the lack of
attachment to any support group or psychological assistance
throughout this challenging period by my hospital or any of
my treating physicians because the exact diagnosis took a
long time. It was truly disheartening. I didn’t realize the
extent of my need for help until I noticed a significant
change in my emotional state. Suddenly, I became exces-
sively irritable, frequently crying and arguing over trivial
matters, which was entirely out of character. At that point,
I realized the importance of seeking assistance and support.

Long-Term Management

Currently, I am still awaiting connection to the Lynch syn-
drome program in Australia for both my family’s genetic
testing and my own long-term management plan.
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Discussion

Lack of Multidisciplinary Team for the Management
Plan

Multidisciplinary team (MDT) meetings are crucial for man-
aging colon cancer with Lynch syndrome due to the complex
nature of the disease and the need for comprehensive, indi-
vidualized care. MDTs bring together experts from various
specialties, including surgeons, medical oncologists, radia-
tion oncologists, pathologists, genetic counselors, and other
healthcare professionals. Through collaborative decision-
making and collective expertise, MDTs ensure accurate diag-
nosis, staging, and treatment planning tailored to the specific
needs and challenges of Lynch syndrome. They facilitate
consensus building, provide opportunities for second opin-
ions, and promote ongoing monitoring and adjustments to
the management plan.’

This aspect was deficient in the patient’s management,
which prompted the author to seek a second opinion. If the
treating physician had conducted a MDT meeting, it could
have potentially led to a more comprehensive and well-
coordinated management plan.

Delays in Genetic Testing and Appointments

Delays in acquiring genetic appointments and testing for
patients with possible Lynch syndrome can significantly
affect long-term management plans. Timely genetic testing
is essential to confirm the diagnosis and identify specific
Lynch syndrome mutations, which are crucial in risk assess-
ment and management strategies. Delayed genetic testing can
result in prolonged periods without definitive information,
leading to delayed implementation of appropriate surveil-
lance measures and interventions. This delay may increase
the risk of undetected cancers and hinder the initiation of pre-
ventive measures in at-risk individuals and their families.
Additionally, delayed genetic appointments and testing can
impact the timely provision of genetic counseling and
family screening, further impeding the comprehensive man-
agement of Lynch syndrome. Efforts should be made to min-
imize delays, optimize access to genetic services, and ensure
efficient coordination among healthcare providers to support
timely and appropriate management for individuals with
Lynch syndrome.*’

Lack of Public Appointments for Fertility Preservation
for Cancer Patients

The lack of available public appointments for fertility preser-
vation in cancer patients, particularly those with Lynch syn-
drome, can have significant financial and mental health
effects. Fertility preservation procedures can be costly, and
the absence of publicly funded appointments may place a
financial burden on individuals seeking these services. The
out-of-pocket expenses associated with private appointments

and procedures can be substantial, adding to the financial
stress experienced by cancer patients. Furthermore, the emo-
tional toll of facing a cancer diagnosis and the potential loss
of fertility can be overwhelming. The additional challenges
of navigating limited appointment options and financial con-
siderations can exacerbate these individuals’ anxiety, stress,
and emotional distress. This case highlights the importance
of addressing these barriers and providing accessible and
affordable fertility preservation options to support the holistic
well-being of cancer patients, including those with Lynch
syndrome.®

Lack of Psychological Support

Psychological support, including counseling, education, and
psychosocial interventions, can help patients cope with the
emotional challenges associated with Lynch syndrome,
enhance their psychological well-being, and improve their
overall quality of life. It also facilitates informed decision-
making regarding risk management strategies, genetic
testing, and cancer screening protocols. The National
Comprehensive Cancer Network (NCCN) guidelines empha-
size the importance of psychological support and recommend
that individuals with Lynch syndrome receive appropriate
counseling and psychosocial care.” The patient felt lacking
this in her journey and established the dire need for it.

Poor Communication Skills

Poor communication skills in cancer patient management can
have detrimental effects on both the medical and mental
health aspects of patient care. Inadequate communication
can lead to a lack of shared understanding, compromised
patient—provider relationships, and suboptimal decision-
making processes. Studies have shown that poor communica-
tion between healthcare providers and cancer patients is asso-
ciated with increased patient anxiety, decreased patient
satisfaction, and lower adherence to treatment plans.® It can
also contribute to higher levels of psychological distress,
emotional burden, and decreased quality of life for patients.’
Conversely, effective communication has been linked to
improved patient outcomes, increased patient satisfaction,
and better emotional well-being.'® The physician shared
her experience about how poor communication skills had
affected the timely pain management and the missed diagno-
sis of refeeding syndrome, leading to mental distress for the
patient.

Conclusion

Lynch syndrome in young patients poses unique challenges,
including difficulties in diagnosis, complex management,
and inadequate psychological support. A physician’s personal
experience with Lynch syndrome and colon cancer highlights
the need for personalized care, effective communication, and
comprehensive support systems. A multidisciplinary approach
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is crucial to address patients’ physical, emotional, and psycho-
logical needs. By applying these lessons, we can strive to
enhance patient care and outcomes for those with Lynch syn-
drome and similar genetic disorders.
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