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CONDITION

Gargoylism

Gargoylism is an outdated term usually referring to severe mucopolysaccharidosis type |,
an inherited condition that causes progressive organ and tissue damage.

WHATITIS
Historical term, usually describing severe mucopolysaccharidosis type |

BODY SYSTEM
Bones, joints, heart, breathing, eyes, hearing, and brain

MAIN SYMPTOMS
Stiff joints, cloudy corneas, breathing problems, developmental decline

WHAT CAUSES IT
Inherited IDUA gene changes

HOW IT IS DIAGNOSED
Enzyme activity testing and IDUA genetic testing

MAIN TREATMENT
Stem cell transplant, enzyme replacement, and supportive care

CAN IT BE CURED?
No, treatment cannot reverse all existing damage

ISIT AN EMERGENCY?
Sometimes, with breathing trouble or sudden weakness

LONG-TERM OUTLOOK
Progressive, but early treatment can improve survival and function

Overview

"Gargoylism" is an outdated medical term. It was historically used for people with certain
inherited storage conditions, especially the severe form of mucopolysaccharidosis type |, or
MPS I. This severe form is traditionally called Hurler syndrome.

The term came from comparisons made about facial appearance. It is now considered
inaccurate and potentially demeaning. Healthcare teams use specific names such as MPS |
instead. If "gargoylism" appears in an old medical record, it may not identify the exact
condition. Modern testing may be needed to clarify the diagnosis.

MPS | affects the way the body breaks down glycosaminoglycans, or GAGs. These are long
sugar molecules found throughout the body. An enzyme called alpha-L-iduronidase normally
helps recycle them. In MPS |, that enzyme is missing or has very low activity.
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Partly broken-down GAGs then build up inside cells. Over time, this can affect bones, joints, the
airways, heart, eyes, ears, liver, spleen and nervous system.

MPS lis a spectrum. Some people have a severe form that begins in early childhood and
affects brain development. Others have an attenuated, or less severe, form with later
symptoms and little or no effect on intelligence. Historical labels do not always predict an
individual person's course.

Early recognition matters because treatment is most effective before permanent organ, bone
or nervous system damage has developed.

Symptoms
Babies with severe MPS | often look healthy at birth. Signs usually develop gradually during
infancy or early childhood.

Possible early features include frequent ear or airway infections, noisy breathing, an umbilical
or groin hernia, and an enlarged liver or spleen. The abdomen may look rounded because of
organ enlargement and changes in the skeleton.

Facial features may become more prominent over time. Older medical writing calls this "coarse
facial features." It can include a broad nose, full lips, a large tongue and thick hair. These
physical differences are only one part of the condition and should not be used by themselves
to make a diagnosis.

Other possible symptoms include:

Not everyone develops every feature. Symptoms and the speed of progression are influenced
by how much working enzyme the body produces.

- Stiff joints, reduced movement and claw-shaped hands

- Abnormal spine, rib, hip or leg development

- Short stature or slowed growth

- Clouding of the clear front layer of the eye, called the cornea
- Hearing loss and repeated middle-ear infections

- Snoring, sleep apnoea or other breathing problems

- Thickened heart valves or weakened heart function

- Carpal tunnel syndrome, caused by pressure on a wrist nerve

- Head enlargement or fluid pressure around the brain
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- Delayed development, followed in severe cases by loss of learned skills

Causes andrisk factors

MPS lis caused by harmful changes in the IDUA gene. This gene contains the instructions for
making alpha-L-iduronidase.

The condition has an autosomal recessive inheritance pattern. This means a person usually
inherits one altered copy of the gene from each parent. Parents who carry one altered copy
generally do not have MPS | themselves.

When both parents are carriers, each pregnancy has its own chance of producing a child who is
affected, unaffected or a carrier. What happened in an earlier pregnancy does not change the
chancein alater one.

MPS lis not caused by anything that happened during pregnancy. It is not related to parenting,
diet or an infection, and it cannot spread from one person to another.

Having a close biological relative with MPS | or an identified IDUA gene change increases the
chance that another family member may be a carrier.

Diagnosis

Symptoms can resemble those of other metabolic or skeletal conditions. Appearance alone
cannot confirm MPS I.

Some newborn screening programmes test for low alpha-L-iduronidase activity using a dried
blood spot. A screening result is not a diagnosis. Some babies with a positive screen do not
have MPS |, including those with harmless genetic changes that cause low activity in the
screening test.

Diagnostic assessment may include:

Enzyme testing and molecular genetic testing are used together to confirm the condition and
distinguish it from related disorders. Genetic results may also help with testing relatives,
although they do not always predict exactly how severe the symptoms will be.

After diagnosis, further tests assess which parts of the body are affected. These may include
heart ultrasound, hearing and eye examinations, breathing and sleep studies, developmental
assessment, and imaging of the brain, spine, hips or other bones.

- Measurement of alpha-L-iduronidase activity in white blood cells or cultured skin cells
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- Urine or blood testing for increased GAGs

- Genetic testing for harmful changes in both copies of the IDUA gene

Treatment and management

Treatment is coordinated through a specialist metabolic team. Care often also involves heart,
breathing, ear, eye, bone, nerve, rehabilitation and dental specialists.

A haematopoietic stem cell transplant may be recommended for children with severe MPS |,
particularly when treatment can begin early. It replaces blood-forming cells with donor cells
that can produce the missing enzyme.

A transplant can improve survival, preserve thinking and development, and reduce some organ
complications. It cannot reliably reverse damage that is already present. Bone, joint, eye and
heart-valve problems may continue or progress. Transplantation also carries significant
short-term and long-term risks, so suitability is assessed carefully.

Enzyme replacement therapy uses manufactured alpha-L-iduronidase, called laronidase, given
into a vein at regular treatment visits. It can reduce liver and spleen enlargement and may
improve breathing, endurance and joint movement.

Laronidase does not readily cross the protective barrier around the brain. It therefore has
limited ability to prevent nervous system decline in severe MPS | when used alone. Infusion
reactions can occur, so treatment is given where the person can be monitored.

Supportive treatment is tailored to the organs affected. It may include hearing aids, ear tubes,
treatment for sleep apnoea, physical or occupational therapy, heart monitoring, glasses, and
surgery for selected hernias, spinal problems, carpal tunnel syndrome or joint complications.

Anaesthesia requires special planning. A narrowed airway, limited neck movement, spinal
instability and heart or lung problems can make sedation and surgery more complex.
Procedures should involve a team familiar with MPS conditions.

Complications

GAG buildup can progressively affect several organ systems.

Narrowed airways, a large tongue, thick airway tissues and changes in the chest can contribute
to sleep apnoea and breathing infections. Heart-valve thickening may interfere with blood
flow, while heart muscle or coronary artery involvement can reduce heart function.

Bone and joint changes may lead to pain, reduced mobility, spinal curvature, hip problems or

General health information from sofidex. Not medical advice, and not a substitute for your own clinician. 4 of 7



SOﬂdeX sofidex.com

pressure on the spinal cord. Spinal cord compression can cause weakness, changes in walking,
numbness, or loss of bladder and bowel control.

Fluid buildup in the brain can cause hydrocephalus. Hearing and vision impairment may affect
communication and learning. In severe MPS |, progressive injury to the brain can lead to loss of
developmental skills.

Regular monitoring aims to identify these complications before they cause avoidable loss of
function.

Prevention

The inherited gene changes that cause MPS | cannot be prevented through lifestyle changes,
medicines or pregnancy care.

Genetic counselling can help families understand inheritance and available testing. Carrier
testing may be possible when the family's IDUA changes are known. Prenatal testing and
testing of embryos created through in vitro fertilisation may also be options for some families.
These are personal choices rather than requirements.

Newborn screening does not prevent MPS |, but it may allow treatment to begin before clear
symptoms or irreversible damage develop. Screening availability differs by location.

Living with it and what to expect

MPS lis lifelong and usually progressive. The severe form can change quickly during early
childhood without effective treatment. Less severe forms may progress more slowly over
many years.

Early stem cell transplantation has greatly improved outcomes for many children with severe
MPS |, especially survival and preservation of development. Even after a successful transplant,
long-term follow-up remains necessary. Skeletal changes, short stature, joint stiffness, corneal
clouding, hearing loss and heart-valve problems may not fully respond and can become more
noticeable with age.

Children may need support at school for hearing, vision, mobility or learning. Physical and
occupational therapy can help maintain movement and make daily tasks easier. Equipment and
home or school adjustments may support independence without preventing appropriate
activity.

Hospital appointments and repeated procedures can affect the whole family. Psychological
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support, social services and condition-specific patient organisations may help with schooling,
travel, finances and emotional strain.

The course cannot be predicted from a historical label alone. Current enzyme results, genetic
findings, age at treatment, transplant response and existing organ damage all contribute to the
outlook.

When to get medical help

Arrange routine medical review for new or gradually worsening symptoms such as increased
snoring, daytime sleepiness, reduced exercise tolerance, joint pain, changes in walking, hearing
difficulty or declining vision. Developmental slowing or loss of a previously learned skill also
needs prompt assessment.

Contact the specialist team promptly if planned surgery, dental work requiring sedation or
anaesthesia is being considered. The anaesthesia team needs details of the airway, neck, heart
and lungs in advance.

Seek urgent medical help for:

Call emergency services for severe breathing difficulty, blue or grey lips, collapse,
unresponsiveness, or a sudden inability to move part of the body.

- New weakness, numbness or difficulty walking
- New loss of bladder or bowel control
- Severe headache with repeated vomiting or unusual drowsiness

- Rapidly worsening breathing or marked difficulty staying awake

Common questions

Is gargoylism the same as Hurler syndrome?

The historical term was most often used for Hurler syndrome, the severe form of MPS I.
However, it was sometimes applied loosely to related storage conditions. A modern diagnosis
should be based on enzyme and genetic testing, not the old label.

Why do healthcare professionals avoid the word gargoylism?

It compares a person's appearance with a carved figure and can be disrespectful. It also fails to
describe the underlying genetic and enzyme problem accurately. MPS | or the person's
confirmed diagnosis is preferred.
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Is MPS | contagious?

No. Itis inherited through gene changes and cannot be passed between people through
contact, coughing, blood or shared belongings.

Can someone with MPS | have typical intelligence?

Yes. People with attenuated MPS | may have typical intelligence. The severe form can affect
brain development and cause loss of skills, especially without early treatment. Individual
outcomes cannot be predicted from appearance alone.

Can treatment reverse the physical changes?

Some organ enlargement, breathing problems and endurance limitations may improve.
Established bone changes, corneal clouding, joint problems and heart-valve damage may
remain or progress. Treatment generally works better when started early.

Can adults have MPS 1?

Yes. People with attenuated MPS | may not be diagnosed until adolescence or adulthood. They
may have joint stiffness, carpal tunnel syndrome, cloudy corneas, heart-valve problems or
breathing difficulties without major developmental impairment.
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