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Acronyms and Abbreviations

» Arginase 1 Deficiency (ARG1-D)

« Guanidinoacetate Methyltransferase (GAMT) Deficiency
* Newborn Screening (NBS)

« Ornithine Transcarbamylase Deficiency (OTCD)

* Revised Code of Washington (RCW)

« Tandem Mass Spectrometry (MS/MS)

» Technical Advisory Committee (TAC)

« Washington Administrative Code (WAC)

« X-linked recessive inheritance (located on the X chromosome)




Overview

Background on Conditions

Rulemaking Progress

Proposed Rule Changes

Next Steps and Timeline




Ornithine Transcarbamylase Deficiency
(OTCD)

* Inherited urea cycle disorder. UREA CYCLE ” .
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Guanidinoacetate Methyltransferase Deficiency
(GAMT)

 Inherited disorder that prevents the body from
metabolizing and transporting creatine.
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Source: Shelkowitz, E. GAMT Deficiency: Natural History, Diagnostic Testing and
Treatment. SBOH NBS TAC Meeting. September 2023.
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Arginase 1 Deficiency
(ARG1-D)
* Inherited urea cycle disorder that causes the amino acid UREA CYCLE ” ‘

arginine and ammonia to accumulate in the blood.
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« Symptoms start off subtle and do not become apparent

until early childhood (1-3 years of age). May include: Omithine oainnta
« Spasticity in lower extremities (most common, affects
80 — 90% of those diagnosed) o
« Slowed cognitive development Y
« Seizures Agrinine

Stunted growth
Challenges with eating
Liver problems
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Screening and Treatment Available

Screening

 All three conditions can be screened using tandem mass spectrometry technology (MS/MS)
« Uses one 1/8" hole punch from a dried blood spot to test for 19 congenital disorders at the same time
» Technology used in the WA Newborn Screening Program since 2004

OTCD Treatment

« Emergency treatment of high blood ammonia levels
« Dietary modifications

* Liver transplant

GAMT Treatment
« Dietary modifications and oral supplements (creatine, sodium benzoate, and/or ornithine).
* Physical, occupational, speech, and behavioral therapy

ARG1-D Treatment

« Dietary modifications and oral supplements

« Ammonia diversion therapy: nitrogen scavenging medications (sodium benzoate, sodium phenylbutyrate)
* Referrals to neurology and physical, occupational, and/or speech therapy




OTCD: Rulemaking Timeline

« Fall 2020: The Board directed staff to form a technical advisory committee (TAC) to review OTCD.
« June-July 2021: TAC reviewed OTCD and recommended adding it to the NBS panel.

« QOctober 2021: Board approved the recommendation and directed staff to begin rulemaking.

« February 2022: Board staff file CR-101 to initiate rulemaking.

« 2022-2023: Department requested spending authority to raise the NBS fee for OTCD screening; not approved
by the Legislature.

« 2025: Legislature approved funding to increase the NBS fee to include OTCD.




GAMT and ARG1-D: Rulemaking Timeline

March—April 2023: The Board directed staff to form a TAC to review GAMT and ARG1-D.

September 2023: TAC met and recommended adding both conditions to the NBS panel.

October 2023: Board approved the recommendations and directed staff to begin rulemaking.

November 2023: Board staff filed CR-101 to initiate rulemaking.

2025: Legislature approved funding to increase the NBS fee to include GAMT and ARG1-D, in addition to OTCD.




Newborn Screening Fee Increase

* Current NBS fee is $135.10 per baby (last updated July 1, 2023).
* NBS fee will increase by $4.02 starting January 1, 2026.

* Fee increase includes salaries/benefits for lab and follow-up, cost of reagents, and biochemical
genetics consulting.




Proposed Changes:
WAC 246-650-010, Definitions

« Adding a definition for GAMT.

« Adding a definition for urea cycle disorders, to include OTCD and ARG1-D.




Proposed Changes:

WAC 246-650-020, Performance
of Screening Tests

« Amending the list of newborn screenings to be performed from a dried

blood specimen to include GAMT and urea cycle disorders (OTCD and
ARG1-D).

 Renumber to retain alphabetical nature of the list.
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ACCESSIBILITY AND THE AMERICANS WITH DISABILITIES ACT (ADA)

« The Washington State Board of Health (Board) is committed to providing information and services that are accessible to
people with disabilities. We provide reasonable accommodations, and strive to make all our meetings, programs, and
activities accessible to all persons, regardless of ability, in accordance with all relevant state and federal laws.

« Our agency, website, and online services follow the Americans with Disabilities (ADA) standards, Section 508 of the
Rehabilitation Act of 1973, Washington State Policy 188, and Web Content Accessibility Guidelines (WCAG) 2.0, level AA.
We regularly monitor for compliance and invite our users to submit a request if they need additional assistance or would like
to notify us of issues to improve accessibility.

« We are committed to providing access to all individuals visiting our agency website, including persons with disabilities. If you
cannot access content on our website because of a disability, have questions about content accessibility or would like to
report problems accessing information on our website, please call (360) 236-4110 or email wsbhoh@sboh.wa.gov and
describe the following detalils in your message:

« The nature of the accessibility needs
 The URL (web address) of the content you would like to access
* Your contact information

We will make every effort to provide you the information requested and correct any compliance issues on our website.
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