Dear KdVS Clinician:

We are reaching out to request your support in petitioning the CDC to add an ICD-10 code for Koolen-de Vries syndrome (KdVS).

ICD-10 codes are essential tools for tracking the prevalence of diseases, advancing research, improving patient care, and identifying potential sites for clinical trials. Despite there being approximately 70,000 ICD-10 codes currently in use, KdVS still does not have its own designated code. This presents a significant barrier to understanding and supporting the KdVS community.

The CDC is currently seeking public input on whether to add a code for KdVS. This is a critical opportunity for us to ensure that KdVS is formally recognized in medical records and research databases.

We invite you to modify the attached template letter. You may submit the letter as an individual clinician or on behalf of a group or institution. 

Please email your signed letter of support to nchsicd10CM@cdc.gov
on or before November 14, 2025.

Thank you for your support!

Kind regards,

Dr. Anna Pfalzer
Chief Scientific Officer
Koolen-de Vries Syndrome Foundation


















ICD-10-CM Coordination and Maintenance Committee

RE: ICD-10 Code for Koolen-de Vries Syndrome

To the ICD-10 Coordination and Maintenance Committee,
On behalf of [insert name or institution], I respectfully submit the following comments in support of the proposed ICD-10-CM code modifications presented at the ICD-10 Coordination and Maintenance (C&M) Committee meeting held in September 2025.
I strongly support the establishment of a unique ICD-10 code for Koolen-de Vries syndrome (KdVS).
At the meeting, Dr. Heather Mefford presented on behalf of the Koolen-de Vries Syndrome Foundation. KdVS is a multisystem genetic disorder caused by pathogenic variants in the KANSL1 gene (KAT8 Regulatory NSL Complex Subunit 1). The syndrome is clinically recognizable, with a broad range of neurological and non-neurological features affecting multiple organ systems.
Currently, healthcare providers must code for individual symptoms rather than a unifying diagnosis, limiting the ability to deliver coordinated care and track outcomes effectively. While the estimated prevalence in 2016 was 1 in 55,000, more recent estimates suggest a prevalence of up to 1 in 30,000. This means there may be over 11,000 individuals with KdVS in the United States today.
The lack of a specific ICD-10 code for KdVS creates significant challenges, including:
· Inability to accurately track incidence and prevalence
· Obstacles to conducting genotype-phenotype research
· Barriers to identifying and enrolling patients in clinical trials
· Complications in developing and applying evidence-based standards of care
I support the proposed inclusion of a new subcategory QA0.70 Neurodevelopmental disorders related to pathogenic variants in certain specific genes associated with proteins with other and multiple functions, and specifically, the new code QA0.702 Koolen-de Vries Syndrome.
If you have any questions, please feel free to contact me at [insert email or phone number].
Sincerely,
[Your Full Name]
[Title / Credentials]
[Institution / Organization]
