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FAMILIES / NEWLY DIAGNOSED

A clear place to begin with
ASH1L
A calm guide to the diagnosis, its limits, and the next useful steps based on
current evidence.

USE THIS WHEN

The diagnosis is new, or you need
a clear reset.

TIME NEEDED

About 10 minutes

TAKE OR SHARE

Keep it, or share selected pages.

You do not have to understand everything today.
The diagnosis can bring answers and uncertainty at the same time. Start with the person in front of you, the
concerns that matter now, and the records that can support a useful conversation.

Educational resource only. It does not replace individualized clinical judgment, genetic counseling, local guidance, or emergency evaluation.
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01 / ORIENTATION

What the diagnosis means - and what it
does not
ASH1L is involved in chromatin regulation, the systems cells use to control when and where other genes
are active. Disease-causing ASH1L variants are associated with an autosomal dominant
neurodevelopmental disorder.

The diagnosis is a starting point, not a forecast.
ClinGen classifies the ASH1L gene-disease relationship as definitive and reports sufficient evidence for
haploinsufficiency. The diagnosis can focus clinical conversations; it cannot predict one exact future or
prove that every concern is caused by ASH1L.

USEFUL

The diagnosis can help
Place parts of a history into clinical context.

Support focused conversations with care teams.

Connect people with an ASH1L community.

IMPORTANT LIMIT

It cannot do by itself
Predict which reported features will apply.

Replace evaluation of a new symptom or change.

Turn a classification into a prognosis.

63
CONNECTED PEOPLE

People currently represented; not prevalence.

19
NAMED COUNTRIES

Geographic reach; not population sampling.
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02 / NEXT STEPS

Four useful first moves
These steps preserve the information most likely to help without turning the family into the investigator.

01 Keep the complete signed laboratory report
Save the transcript, cDNA line, protein line, classification, inheritance, method, limitations, and every
additional finding. A portal summary is not the same document.

02 Write the reliable baseline
Describe communication, movement, sleep, eating, bowel pattern, participation, and the supports that
usually make access easier.

03 Choose the concern that matters now
Do not search for every possible problem. Separate longstanding features from a new change and
bring the original reports relevant to that question.

04 Ask what will change the plan
For each proposed test or action, ask what question it answers, what result would change next steps,
who will review it, and when follow-up will occur.

Missing information is not a negative finding.
Use not reported, not assessed, source missing, or unresolved when those are the true states. A blank field
should never be silently converted to absent.
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03 / PREPARE AND CONNECT

Build a small, usable record
A concise record is easier to use than an unstructured archive. Share the minimum information needed for
the purpose in front of you.

Complete genetic laboratory report

One-page medication, supplement, allergy, and reaction list

Age-ordered timeline with baseline, context, change, and recovery

Original reports connected to the current question

Communication, sensory, movement, and procedural supports

Two or three priority questions for the next visit

CLINICAL CONVERSATION

When sharing with a clinician
Lead with the person, reliable baseline, current
question, and the source document. Keep
observations separate from interpretation.

COMMUNITY

When connecting with families
A brief introduction is enough. Exact variants and
full records can identify a person in a
rare-disease community, so share only what you
intend.

Keep new changes clinically visible.
An ASH1L diagnosis should not create diagnostic overshadowing. A new loss of function, pain signal, spell,
sleep change, medication reaction, infection, injury, or mental-health change still deserves its own
evaluation.

Continue: ash1l.org/newly-diagnosed | ash1l.org/resources | ash1l.org/connect
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