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• Inertie colique (n=24)
• Anorexie mentale (n=20)

• Gastroentérite aiguë (n=5)
• Maladie de Crohn (n=4)
• Lymphome/Myélome (n=3)
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Overall (n=130) MM (n=42) Mito (n=19) UM (n=26) AI M (n=8) Neuro (n=9) Others (n=26) p-value

Symptoms before diagnosis — no./total no. (%)

Pyloric stenosis 6 (5) 6 (14) 0 (0) 0 (0) 0 (0) 0 (0) 0 (0) 0.063

Constipation 55/129 (43) 14 (33) 9/18 (50) 12 (46) 1 (13) 4 (44) 15 (58) 0.193

Diarrhoea without constipation 22/129 (17) 2 (5) 3/18 (17) 6 (23) 5 (63) 2 (22) 4 (15) 0.005

Vomiting 63/129 (49) 23 (55) 6/18 (33) 16 (62) 5 (63) 4 (44) 9 (35) 0.242

Volvulus 12 (9) 5 (12) 0 (0) 2 (8) 0 (0) 1 (11) 4 (15) 0.512

Symptoms during the follow-up— no./total no. (%)

Chronic abdominal pain 70 (54) 17 (41) 10 (53) 15 (58) 5 (63) 5 (56) 18 (69) 0.313

Dysphagia 29/118 (25) 5/40 (13) 7/16 (44) 7/22 (32) 2/8 (25)  5/8 (63) 3/24 (13) 0.009

Volvulus 28/129 (22) 10 (24) 0 (0) 6/25 (23) 2 (25) 2 (22) 8 (31) 0.118

Lower GI bleeding 31/129 (24) 17 (41) 3 (16) 4/25 (16) 2 (25) 0 (0) 5 (19) 0.062

Urinary symptoms 52 (40) 27 (64) 9 (47) 9 (35) 1 (13) 0 (0) 6 (23) < 0.001

Cardiopathy 39 (30) 14 (33) 3 (16) 12 (46) 3 (38) 1 (11) 6 (23) 0.194

Epilepsy 9 (7) 1 (2) 2 (11) 1 (4) 0 (0) 1 (11) 4 (15) 0.269

Cognitive impairment 7 (5) 1 (2) 6 (32) 0 (0) 0 (0) 0 (0) 0 (0) < 0.001

Sensorimotor neuropathy 14 (11) 0 (0) 12 (63) 0 (0) 0 (0) 2 (22) 0 (0) < 0.001

Ear, Nose, Throat (ENT) impairment 9 (7) 0 (0) 6 (32) 1 (4) 0 (0) 1 (11) 1 (4) 0.001

Ophthalmic impairment 9 (7) 0 (0) 8 (42) 0 (0) 0 (0) 0 (0) 1 (4) < 0.001

Leukoencephalopathy (MRI) 8/80 (10) 0/24 (0) 7/15 (47) 0/14 (0) 0/5 (0) 0/5 (0) 1/17 (6) < 0.001

Table 1. Characteristics of Patients According to Histogenetic Features
Abbreviations: MM = Monogenic Myopathy; Mito = Mitochondriopathy; UM = Unspecified Myopathy; AI M = Autoimmune Myopathy; Neuro = Neuropathy.
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Table 2. Patients’ Outcomes in the Six Histogenetic Groups.

Abbreviations: MM = Monogenic Myopathy; Mito = Mitochondriopathy; UM = Unspecified Myopathy; AI M = Autoimmune Myopathy; Neuro = Neuropathy.

Overall (n=130) MM (n=42) Mito (n=19) UM (n=26) AI M (n=8) Neuro (n=9) Others (n=26) p-value

Improvement after surgery — no./total no. (%)

Ileostomy 42/55 (76) 21/24 (88) 3/3 (100) 9/16 (56) 1/3 (33) 3/4 (75) 5/5 (100) 0.054

Jejunostomy 17/29 (59) 7/9 (78) 2/2 (100) 5/10 (50) 0/3 (0) 2/2 (100) 1/3 (33) 0.086

Small bowel resection 41/62 (66) 22/23 (96) 2/5 (40) 8/14 (57) 0/6 (0) 5/6 (83) 4/8 (50) < 0.001

Colon resection 38/64 (59) 20/22 (91) 2/5 (40) 7/12 (58) 0/3 (0) 1/7 (17) 8/16 (50) < 0.001

5-year survival after multivisceral 

transplantation (%)

3/5 (60) 2/2 (100) - 1/3 (33) - - - -

Death (%) 25 (19) 2 (5) 6 (32) 6 (23) 7 (88) 2 (22) 2 (8) < 0.001

Age at death (years, mean, range) 42 (21-82) 35 (30-40) 41 (29-59) 35 (21-70) 45 (31-82) 55 (40-71) 47 (33-60) 0.752

odds ratio: 19.77, 95% CI: 3.55–504.66; p<0.001
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