DIAGNOSTIC-THERAPEUTIC PATHWAY (PDTA) IN OUR NEUROPHYSIOLOGICAL

OUTPATIENT CLINIC:RATE OF HEREDITARY NEUROPATHIES IN A FIRST LEVEL HOSPITAL
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CMT is the most common heterogeneous group of inherited peripheral nerve disorders caused by a growing plethora of genetic mutations, affecting both the motor and
the sensory nerves, that may bring an amount of physical disability. Clinical phenotypes change according to the age of onset and the most remarkable

neurophysiological data, but there's a broad overlap with the acquired neuropathies that must be excluded before approaching the genetic testing.
physiological data, but there's a broad lap with the acquired pathies th b luded befq pproaching the geneti ing

In out first level-"spoke” hospital, stakeholders' interest on Neurophysiology has been developed in the last 2 years to perform quickly ever-growing requests, especially
because of the most widespread nerve entrapment syndrome, the carpal tunnel syndrome (CTS). A specific outpatient clinic has been reorganized to admit patients from
general practitioners and specialists. A neurophysiology technician and a neurologist performed 4200 exams: among them about 65% were CTS, but 195 were admitted
to the neuropathic outpatient clinic for a new diagnosis of neuropathy and we found 16 patients (8%) probably affected by hereditary sensory-motor neuropathy
(Charcot MarieTooth): the mutations have already been identified in 4 of them (3 HNPP, 1 CMT1B), haven't been found jet in other 9 of them and further 3 patients

denied genetic counselling
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Maotor Nerve Conduction: . ion:
Motor Nerve Conduction: Aotor Rerve Concuction: Motor Nerve Conduction: ms mV cm m/s
Nerve and Site Latency | Amplitude | Segment Latency Distance Conduction N d Site Late A litud S P Lat Dista Conducti D MEDIAN - APB
P i erve and Si aten mplitude | Segmen aten istance onduction
Nerve and Site Latency | Amplitude |Segment Latency Distance | Conduction L VR & I R Difl'ere?::e Velocity Polso 12,10 ik ABP
Difference Velocity R Median - Gomito 18,75 28 22 331 ABP
L Median Wrist 5.5 ms 6.1 mv \AVbFll:cl.or pollicis brevis- 5.5 ms mim m's L Median D ULNAR - ADM
risl
— ” Py ST —— " - p— - Fror e—— - v oo Wrist 12.1 ms 74 mV \Avbr.jliclor pollicis brevis- 12,1 ms mim m's Polso 2.90 .0 ADM
Tis 4 ms Lbom uctor pollicis brevis-Wr 4 ms mim m's .8 ms E st 3 ms L " ris -
Sottogomito 045 4,1 21,5 R ADM
Elbow 10.1 ms 9.7 mV Wrist-Elbow 47 ms 240 mm 51 mis Acxilla 15.6 ms 54 mv Elbow-Axilla 4.8 ms 215 mm 45 m/s Elbow 16.9 ms 8.5 mV Wrist-Elbow 4.8 ms 210 mm 44 m/s g -
-1 s - st S ! ! o - - ’ - HE Sopragomito 12,35 4.6 10,5 362 ADM
Axilla 125ms | 91mV | Elbow-Axilla 24ms 130 mm 54 mis M — : Axilla 193ms | 102mV | Elbow-Axilla 24ms 125 mm 52 mis
Wrist J6ms B.3my Abductor dIEI'.]I] minimi 36 ms mm m's S N C S
R Ulnar (manus)-Wrist L Ulnar Enso
N . - - Below elbow 9.0 ms 6.9 mV Wrist-Below elbow 54ms 230 mm 43 m/s Wrist 5.6 ms 8.7 mv Abductor digiti minimi 5.6ms mm mfs
Wrist 3.3 ms 8.3 mv Abductor digiti minimi Wrist 3.3 ms fman s Above elbow 12.9 ms S2mV | Below elbow-Above elbow 39ms 120 mm 31 mis {mnanus)-Wrist Nervo / Posizioni | Sito reg. |Amp.p-p |Latenza | Distanza | Velocitd | Amp.1-2
: v ms cm m/s v
Below elbow 7.9 ms T4 mV Wrist-Below elbow 4.6 ms 220 mm 48 m/s Semsre Nerve Conduction: Below elbow 9.1 ms 6o mY Wrist-Below clbow 35ms 190 mm. <4 mls BT YR o Ty B AT PT T A}:"idrumitn u
sensory Nerve Londuction: -
Above elbow 13.0 ms T mV Below elbow-Above elbow 5.1 ms 110 mm 22 m/s -
Above elbow 13.3 ms 6.4 my Below elbow-Above elbow 42 ms 120 mm 20 m's
Nerve and Site Latency Amplitude | Segment Latency Distance Conduetion ! ! ! Polso I dito rad 1 1=2 4=00 |5,5 33,3 S=3
. e MLy Polso [ dito med NR NE
Sensory Nerve Conduction: R HAND Sensory Nerve Conduction: == T . T R
DOLR0 It me
Nerve and Site ‘ Lateney | Amplitude | Segment ‘ Latency | Distance | Conduction Digit I radial 3-8 ms 4mv | Wrist -Digit I radial 38 ms 135 mm 26 mis Nerve and Site Latency | Amplitude | Segment Latency | Distance | Conduction Polso W dito uln 18,0 31,30 12 164 14.0
Difference Veloeity Digit I median 42ms 6mvV | Wrist -Digit | median 42ms 120 mm 29 mis Difference Velocity
Digit I median 53ms imy Wrist -Digit I1l median 53ms 150 mm 29 mis
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We follow patients step by step: they can be admitted to the day-service clinic to perform lumbar puncture.
Difterential diagnosis requires extensive laboratory screening for treatable diseases.
Secondary forms excluded, patients undergo a primary genetic counselling in our outpatient clinic and if they are prone, they are referred to the genetic testing. Our referral genetic lab is the

Neuropathological Unit-Department of Neurosciences- Verona's University.

If the mutation is found, patients are admitted to our local geneticist for another final counselling and are invited to be in touch with our outpatient clinic once per year, since management is supportive and

multidisciplinarity is fostered.
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