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Introduction.
Hereditary and inflammatory neuropathies usually display different clinical and neurophysiological features, that allow to avoid misdiaghosis and
administration of unnecessary therapies. However, the diagnosis of hereditary neuropathies may be overlooked especially in case of atypical features
or when a family history is lacking. We will present a case series of patients with hereditary neuropathies misdiagnosed with CIDP, and discuss the
most common pitfalls that led to the incorrect diagnosis.

Methods.
In the table below we describe the clinical, neurophysiological and genetic characteristics of our 10 patients (8 men, 2 women, mean age 46+13.7

years, mean disease duration 10.2 £ 10.9 years) and their response to immunomodulatory therapies.

PT Symptomes and signs Neurophysiology CSF Therapy Response to tp Dimgnosis Genetic
1 distal hands paresthesias, dificulty in fine
miator tasks, demyelinating 5M nevwropathy proteins 0.70 gfL; Mutation
M UL hyporflexia, =1 None CMTIE cA49-1g=cn {MPZ)
22y LL areflexia, 2.8 WEfpl
P S CaVUS
2 distal hypoesthesia,
stepping zait, demyelinating 5M neuwropathy
M distal hyposthenia, hypotrophy at 4 imbs, Neree US: mild increased C54 in median nerves and night tibial Mezaties Oral prednisone Transient bene=fit CHITLA Duplication PMP22
Sdy UL hyporeflexia, nerve
LL arefl=xia
3 UL distal paresthesias and hyposthenia Mutation
F demyelinating 5M neuropathy Mezaties =1 None CHMTID Arz381Cys (EGRZ]
27y
- distal severe sensory impairment, diffuse marked symmetncal demyehinating 5M neuwropathy
LL burning pain, Neree US: diffuse increased C3A
F wheelchar bound, Proteins 15 =21 l=lV and duloxetine Partial ben=fit CHITLA Duplication PMP22
A8y diffuse hyposthenia,
ar=flexia
5 progressive hyposthenia at 4 imbs wath
bilateral ste ppinz-atadic zart, sewverne demyshnating 5M neunopathy Proteins 057 gfl ohigoclonal Parenteral methyl Moderate transient benefit Cngoing:
il hypoesthesia belowthe knees, I=3 bands prednisolone - negatree for PMP22, MPL
S50y hyposthenia of intriinzic hand muscles, Meree US: diffuse and symmetnic increase of T34 BGRZ, NEFL, GJB1
diffuse areflexia
i slowdy progressiee distal hyposthenaat 4
imb= and gart instabilty demyehnating 5M polyn=uropathy Cngoing:
i difficult in fine motor tasks and bilateral Mezatiee Sterosd therapy Transient benefit - NegEatiee for PMP22
S50y foot drop, Neree US: moderate inorease of C54 in median nerves duplication and connexin 3.2
distal hand hypotrophy
diffuse hyporeflexia,
DS CavUS
7 sub~acute tetraparesis: severe distal and diffuse severe demyelinating 5M polyneuwropathy
proximal hyposthenia at 4 limbs, Nerve US: diffuse and symmetnic increase of C34, inocreased
M hands paresthesias, fasoicules in cervical spinal roots and in brachial plesus Proteins [V hizh dose methyl Moderate benefit - Ongoing: nezatve for PMP22
S50y LL marked distal weakness, UP reduced 337 gl prednisolons mutationdeletion duphcation
reflexes, |1 ='day for 5 days|
LL areflexia;
bilateral pes cavus
8 bilateral ste pping zait, inability to ma@intain
the standing posmion on nammow basis, 5K axonal-demyelinating neuropathy
il distal hypoesthesia, Proteins 0.72 2l =1\ Transient benefit TTR Val30Met mutation of the TTR
10y sewvere diffuse hypotrophy Nerve US: diffuse inoreased C54 in all nerve amyloidosis Eene
LL ar=flexia, balateral carpal tunnel
syndrome,
fasciculations St thigh and tongzue
9 history positree for foot dep, diffuse demyehnating 5M polyneuropathy wath more severe
distal hyposthenia at the l=ft leg, invohement at entrapment sites
M LL diffuse hypotrophy Meree US: increased C5A of winar nerves, left sotic nerve, night Proteins 0.70 gl [V steroads and PE Partial ben=fit HNPP Deletion in the PMP22 zene
Sdy LL hyporeflexia tibial nerve and balateral brachial plexusin the supraclavicular space
14
stepping gar, LL motor aonal newropathy sizns of chronic neurogenic damaze, Proteins 1.15 /1 =1 Subjectree benefit - Ongoing: negatres for CMT
il left LL distal hypostenia, mare severe distally at both legs WBC 135 and Kennedy disease;
20y hyporeflexia at the l=ft leg, mild distal tests for dHMNP are still
hypotrophy onEoIng
DS CavUS

Legend to the figure. SM = sensory-motor; UP= upper limbs; LL= lower limbs; US= ultrasound; IglV: Intravenous Immunoglobulins.

Discussion and conclusions.

Several clinical and laboratory features can lead to a misdiagnosis in patients with sensory-motor progressive symptoms at 4 limbs, and the most
common initial diagnosis is CIDP. The majority of mistakes came from misinterpretation of neurophysiological data, such as conduction velocities
slowing degree and atypical distribution, or the presence of conduction blocks.

Another common diagnostic pitfall derived from CSF analysis, that in some cases showed elevated CSF proteins or the presence of oligoclonal bands.
An absent response to immunomodulatory therapies should also represent a red flag, and lead to reconsider the diaghosis of CIDP. Response to
immunomodulatory therapies, although incomplete may be more likely in patients with an overlap syndrome, as showed by 2 of our patients. In
patients with atypical patterns, the use of more recent diagnostic tools, such as nerve ultrasound and MR-neurography is advisable in order to allow
a correct diagnosis.
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