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avtorTa sayuradRebod!

redaqciaSi statiis warmodgenisas saWiroa davicvaT Semdegi wesebi:

 1. statia unda warmoadginoT 2 calad,  rusul an inglisur enebze, dabeWdili 
standartuli furclis 1 gverdze,  3 sm siganis marcxena velisa da striqonebs 
Soris 1,5 intervalis dacviT. gamoyenebuli kompiuteruli Srifti rusul da ing-
lisurenovan teqstebSi - Times New Roman (Кириллица), xolo qarTulenovan teqstSi 
saWiroa gamoviyenoT AcadNusx. Sriftis zoma – 12. statias Tan unda axldes CD 
statiiT. 
 2. statiis moculoba ar unda Seadgendes 10 gverdze naklebs da 20 gverdze mets 
literaturis siis da reziumeebis (inglisur, rusul da qarTul enebze) CaTvliT.
 3. statiaSi saWiroa gaSuqdes: sakiTxis aqtualoba; kvlevis mizani; sakvlevi 
masala da gamoyenebuli meTodebi; miRebuli Sedegebi da maTi gansja. eqsperimen-
tuli xasiaTis statiebis warmodgenisas avtorebma unda miuTiTon saeqsperimento 
cxovelebis saxeoba da raodenoba; gautkivarebisa da daZinebis meTodebi (mwvave 
cdebis pirobebSi).
 4. statias Tan unda axldes reziume inglisur, rusul da qarTul enebze 
aranakleb naxevari gverdis moculobisa (saTauris, avtorebis, dawesebulebis 
miTiTebiT da unda Seicavdes Semdeg ganyofilebebs: mizani, masala da meTodebi, 
Sedegebi da daskvnebi; teqstualuri nawili ar unda iyos 15 striqonze naklebi) 
da sakvanZo sityvebis CamonaTvali (key words).
 5. cxrilebi saWiroa warmoadginoT nabeWdi saxiT. yvela cifruli, Sema-
jamebeli da procentuli monacemebi unda Seesabamebodes teqstSi moyvanils. 
 6. fotosuraTebi unda iyos kontrastuli; suraTebi, naxazebi, diagramebi 
- dasaTaurebuli, danomrili da saTanado adgilas Casmuli. rentgenogramebis 
fotoaslebi warmoadgineT pozitiuri gamosaxulebiT tiff formatSi. mikrofoto-
suraTebis warwerebSi saWiroa miuTiToT okularis an obieqtivis saSualebiT 
gadidebis xarisxi, anaTalebis SeRebvis an impregnaciis meTodi da aRniSnoT su-
raTis zeda da qveda nawilebi.
 7. samamulo avtorebis gvarebi statiaSi aRiniSneba inicialebis TandarTviT, 
ucxourisa – ucxouri transkripciiT.
 8. statias Tan unda axldes avtoris mier gamoyenebuli samamulo da ucxo-
uri Sromebis bibliografiuli sia (bolo 5-8 wlis siRrmiT). anbanuri wyobiT 
warmodgenil bibliografiul siaSi miuTiTeT jer samamulo, Semdeg ucxoeli 
avtorebi (gvari, inicialebi, statiis saTauri, Jurnalis dasaxeleba, gamocemis 
adgili, weli, Jurnalis #, pirveli da bolo gverdebi). monografiis SemTxvevaSi 
miuTiTeT gamocemis weli, adgili da gverdebis saerTo raodenoba. teqstSi 
kvadratul fCxilebSi unda miuTiToT avtoris Sesabamisi N literaturis siis 
mixedviT. mizanSewonilia, rom citirebuli wyaroebis umetesi nawili iyos 5-6 
wlis siRrmis.
 9. statias Tan unda axldes: a) dawesebulebis an samecniero xelmZRvane-
lis wardgineba, damowmebuli xelmoweriTa da beWdiT; b) dargis specialistis 
damowmebuli recenzia, romelSic miTiTebuli iqneba sakiTxis aqtualoba, masalis 
sakmaoba, meTodis sandooba, Sedegebis samecniero-praqtikuli mniSvneloba.
 10. statiis bolos saWiroa yvela avtoris xelmowera, romelTa raodenoba 
ar unda aRematebodes 5-s.
 11. redaqcia itovebs uflebas Seasworos statia. teqstze muSaoba da Se-
jereba xdeba saavtoro originalis mixedviT.
 12. dauSvebelia redaqciaSi iseTi statiis wardgena, romelic dasabeWdad 
wardgenili iyo sxva redaqciaSi an gamoqveynebuli iyo sxva gamocemebSi.

aRniSnuli wesebis darRvevis SemTxvevaSi statiebi ar ganixileba.
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ся метеорологическими факторами, такими как изменения 
температуры наружного воздуха. 

Проанализированы 260 случаев мониторинга АД у паци-
ентов с неосложненным гипертоническим кризом. Изучены 
суточные колебания показателей климатических данных, 
отраженных в 4-часовых интервалах. Анализ данных про-
водился с учетом немодифицируемых факторов риска - воз-
раст и пол. В молодой возрастной группе среднесуточное 
систолическое АД (САД) составило 131 мм рт.ст., в сред-
ней возрастной группе - 130,5 мм рт.ст., в пожилой груп-
пе - 136,3 мм рт.ст., р=0,000. Средние значения САД за 

4 часа были выше в старшей группе, и их корреляции с 
метеорологическими элементами были более значитель-
ными. Модель многомерной регрессии, которая включа-
ла температуру, атмосферное давление, относительную 
влажность и горизонтальную видимость имела r2 25%. 
Сравнение по полу выявило, что среднесуточное САД 
было выше у женщин, однако статистически значимой 
регрессионной модели получить не удалось. Результа-
ты показали повышенную чувствительность к клима-
тическим и метеорологическим колебаниям у лиц в 
возрасте ≥60 лет.

reziume 

arteriuli wnevis reaqciebis damokidebuleba meteorologiur parametrebze 
sxvadasxva asakobrivi jgufis pacientebSi

a. meiramova, e. ribi, d. sadikova, a. isilbaeva, a. ainabai 

arakomerciuli saaqcio sazogadoeba «astanas samedicino universiteti», 
Sinagani medicinis departamenti #2, nur-sulTan, yazaxeTi

klimati mniSvnelovan rols asrulebs arteri-
uli wnevis (aw) regulirebaSi. arteriuli wnevis 
sezonuri meryeoba SeiZleba aixsnas haeris tem-
peraturis cvlilebebiT. 
gaanalizebulia gaurTulebeli hipertenzi-

uli kriziT pacientebis aw-is monitoringis 260 
SemTxveva. Seswavlilia yoveldRiuri ryevebis 
klimatis monacemebis maCveneblebi yoveli 4  saa-
Tis ganmavlobaSi. monacemTa analizis dros gaT-
valiswinebuli iyo asaki da sqesi.
axalgazrda asakobriv jgufSi saSualo dRe-

Ramuri sistoluri arteriuli wneva Seadgen-
da 131 mm vw. sv., saSualo asakobriv jgufSi 
-  130,5 mm vw. sv., xolo xandazmulTa jgufSi 
-  136,3 mm vw. sv., p=0,000. sistoluri wnevis sa-

Sualo maCvenebeli 4  saaTis intervalSi ufro 
maRali iyo xandazmul jgufSi da ufro mniS-
vnelovani iyo maTi korelaciebi meteorologiur 
faqtorebTan. mravalmxrivi regresiis modeli, ro-
melic Seicavs monacemebs temperaturis, atmosfe-
ruli wnevis, fardobiTi tenianobis da horizonta-
luri xilvadobis Sesaxeb, Seadgenda r2 25%.
genderulma Sedarebam gamoavlina, rom saSua-

lo dRe-Ramuri sistoluri arteriuli wneva 
qalebSi ufro maRalia, magram statistikurad 
mniSvnelovani regresiis modelis miReba ver 
moxerxda. klimaturi da meteorologiuri 
ryevebisadmi ufro didi mgrZnobeloba gamov-
linda 60 welze ufrosi asakis adamianebisT-
vis.

A FAMILY HISTORY OF DUCHENNE MUSCULAR DYSTROPHY

Karaiev T., Tkachenko O., Kononets O., Lichman L.

shupyk national Medical academy of Postgraduate education, Ukraine

Muscular dystrophies (dystrophinopathies) include a spec-
trum of muscle pathologies, determined by mutations in the dys-
trophin gene on chromosome Xp21, which encodes a dystrophin 
protein [7,8].

Duchenne muscular dystrophy (DMD) is a prevailing child-
hood muscular dystrophy acting upon 1 in 3,500 (2.9 per 10,000) 
male births [16].

However, in the United States, the latest two-tier screening 
analysis for a large cohort of newborn babies with DMD has 
reported a lower morbidity rate, i. e. 1 in 6,000 [16,18]. 

Meanwhile, the incidence of dystrophinopathies accounts for 
1 in 4000 (1 in 5000 for DMD and 1 in 20000 for BMD in male 
births) [9,16].

Two key processes can be distinguished in the pathogenesis of 
muscular dystrophy. The first process includes the reduced num-
ber or absence of dystrophin protein, resulting in mechanical 
weakness of the cytoplasmic membrane, followed by the excess 
penetration of calcium ions from the extracellular space during 
muscle contraction, leading to activating protein-degrading en-
zymes and the necrosis of muscle fibers. The second process is 
a so-called functional muscle ischemia, caused by the lack of 
nitric oxide synthetases (NOS) in patients with Duchenne mus-
cular dystrophy, which leads to their disorder [17,18].

To ascertain dystrophinopathies, genetic molecular testing is 
used. The variety of myodystrophies associated traits mainly 
responds to the type of gene mutation and its influence on the 
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dystrophin protein synthesis process. There are various options 
of dystrophinopathy clinical presentations [12,19].

The most common among myodystrophies is Duchenne mus-
cular dystrophy, which, being X-linked progressive myopathy, 
is usually associated with the presence of less than 5 percent 
of the normal dystrophin protein in skeletal muscles, which lies 
behind a distinct retarded physical growth and development. In 
the case of Becker muscular dystrophy (BMD), mutation of the 
dystrophin gene leads to the synthesis of a shorter, but functional 
dystrophin protein, which makes it possible to maintain muscle 
function and the ability to move for a long time (until adoles-
cence). Special mention should go to dystrophinopathies which 
cover Duchenne muscular dystrophy, Becker muscular dystro-
phy, and DMD-associated dilated cardiomyopathy [11,17].

Duchenne muscular dystrophy clinical picture includes the 
childhood onset of the disease, as a rule, up to the age of 5, it 
is characterized by progressive proximal muscle weakness, calf 
hypertrophy, scoliosis, early disability, myocardial involvement 
muscular dystrophy and the development of respiratory failure 
in the second decade [3,4,6].

Becker muscular dystrophy clinical picture includes the later 
onset of the disease, in children, aged over 5 years, it is also 
characterized by progressive proximal muscle weakness, calf 
hypertrophy, myocardial involvement muscular dystrophy, and 
the ability to move up to the age of 15, approximately [3,5].

Laboratory findings are of diagnostic significance in myo-
dystrophies. The laboratory findings in Duchenne muscular 
dystrophy differ from those in Becker muscular dystrophy. For 
example, Duchenne muscular dystrophy is noted to be accompa-
nied by reduced levels of dystrophin (less than 5 percent) or the 
absence of dystrophin protein, but Becker muscular dystrophy is 
observed to be accompanied by the reduced levels of dystrophin 
or an altered dystrophin protein (less than 20-40 percent). In in-
dividuals with intermediate phenotype the content of normal or 
altered dystrophin ranges from 5 to 20 percent [4,11].

The serum muscle enzymes level, in particular creatine phos-
phokinase (CPK), is considered to be diagnostically significant 
in patients with myodystrophies. The level may prove to be 
elevated in the patients’ early years, even before the onset of 
the pronounced muscle weakness symptoms. The CPK level is 
50-100 times as high on the average in patients with Duchenne 
muscular dystrophy, aged up to 5 years, as in those aged over 5 
years, and in patients with Becker muscular dystrophy the CPK 
level is observed to be 20-70 times. However, the fact that the 
CPK level arises cannot be a differential diagnostic criterion, as 
the level tends to decrease in patients with aging [2,4].

On the assumption that myodystrophies loom large among 
all medical and social issues and many genetic and biochemical 
mechanisms of the pathology progression warrant further study, 
we have stated the purpose of the research.

The purpose of the study is to examine in depth and analyze 
the clinical and some paraclinical characteristics for a family 
history of Duchenne muscular dystrophy.

Material and methods. We analyzed the follow up clinical 
and laboratory data of Duchenne muscular dystrophy in two 
brothers-german, aged 16 and 14, respectively. The patients 
underwent a standardized examination, involving studying the 
medical case history, general clinical data, determining Shel-
don’s somatotype and the constitutional type, the detailed neuro-
logical status examination, testing a personality type, laboratory 
and instrumental examinations. Through the laboratory exami-
nation we determined the general blood test indicators, total 
serum protein levels, total cholesterol, the ALAT, ASAT, CPK 

levels, the indicators of the immunogram, myositis profile and 
the genetic markers of the disease. The instrumental examina-
tion included the ultrasound of the abdominal organs, muscles, 
as well as echo-cardiography, electroneuromyography.

A complete examination fragment of 42 patients with myo-
dystrophies is presented.

The paper presents the neurological examination results, the 
genetic study data and the CPK level indicators in the represen-
tatives of Duchenne muscular dystrophy family history. 

Results and discussion. The two clinical cases described by 
us exemplify a familial dystrophinopathy in two brothers-ger-
man with Duchenne muscular dystrophy.

Patient A., who is an elder brother, was diagnosed with Duch-
enne muscular dystrophy at the age of 4, when his parents no-
ticed him being tired of walking for a long time, fatigable, his 
frequent falls; he was observed to have difficulties with stair 
climbing and proceeding down stairs; in that regard, he under-
went a molecular genetic testing, which detected exon 47, 48, 
50 and 52 deletion. 

The patient has been under our supervision since 2010. At the 
first treatment, the child’s parents noted progressive muscle weak-
ness and abnormal gait. The physical examination showed his phys-
ical and mental development to correspond to age, his body type to 
be normosthenic, the general development of his muscular system 
to be satisfactory; besides it should be noted that he had a slight 
calf muscular pseudohypertrophy. His neurological status revealed 
the following: the cranial nerves were without any pathological 
findings, the sensitivity was not impaired, no coordination impair-
ment was found; the proximal upper limb strength was 5 points, 
the proximal lower limb strength was 4.5 points, the distal limb 
strength was 5 points, the upper limb tendon and periosteal reflexes 
were observed to be brisk, and knee and Achilles tendon reflexes 
were detected to be bilaterally decreased, no pathological reflexes 
were detected; there were also noted a positive Gowers’ sign and a 
waddling gait. The patient was able to feed himself, dress himself, 
turn in bed, however, he was observed to have difficulties with stair 
climbing and proceeding down stairs.

Being under medical supervision, the patient demonstrated 
his lower limb strength to be at the same level: the proximal 
lower limb strength was 4.5 points, the distal limb strength 
was 5 points, but the proximal upper limb strength became 4.5 
points. The upper and lower limb tendon reflexes were found 
to be decreased. The manifestation of a slight upper limb hy-
potrophy, developed in the patient when he was 8 years old, 
remained stable. Moreover, for the past few years, the patient 
has been playing football. At the age of 8, it was developed a 
slight hyperlordosis in the patient’s lumbar spine, which severity 
also did not change.When he was 11 years old, there occurred 
psycho-emotional disorders, manifested by aggression against 
his classmates and his brother. By virtue whereof he has been 
under psychiatric observation. For 5 years he had taken Ritalin 
and risperidone, which were withheld as the patient’s psycho 
-emotional status was stabilized.

The case follow-up indicated no pathological changes in the 
respiratory, cardiovascular and digestive systems.

The findings concerning the CPK level in patient A. are shown 
in Table 1.

The case follow-up showed the CPK levels to be constantly 
increased and to have fluctuations within 2-22 -fold increase in 
patient A., aged up to 16 years. The mentioned changes were 
supposed to be associated with the given treatment. It should be 
focused on the fact that when he 16 years old, the CPK levels in-
creased sharply (90-fold), but no augmentation of the symptoms 
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Table 2. The shift table of the cPK in patient B. 
during 2011-2019

Age (years) the CPK (u/l) *

6 18699

7 10055

8 6684

9 795

10 2300

11 4273/4136

12 2569

13 2438

14 3737/1926
note: *The upper limit of the reference values is 160 u/l

Table 1. The shift table of the cPK in patient a. 
during 2010-2019

Age (years) the CPK (u/l) *
7 3597
8 2288
9 3487
10 2324
11 661
12 350
13 969
14 1290
15 3568/2216
16 14509

note: *The upper limit of the reference values is 160 u/l

was observed. However, the fact requires follow-up observa-
tions and laboratory monitoring since that laboratory phenom-
enon may precede the progression of symptoms. 

Patient B., who is a younger brother, was diagnosed with Duch-
enne muscular dystrophy at the age of one and a half, when his 
parents noticed his toe-walking gait; in that regard, he underwent 
a molecular genetic testing, which detected exon 45-43 deletion. 

The patient has been under our supervision since 2011. At the 
first treatment, the child’s parents noted a progressive muscle 
weakness, abnormal gait (wide-based gait, toe-walking gait), 
he had difficulties with getting up from the floor, rising from 
a chair, with stair climbing and proceeding down stairs. The 
physical examination showed his physical and mental develop-
ment to correspond to age, his body type to be normosthenic, 
the general development of his muscular system to be satis-
factory; besides it should be noted that he had a moderate calf 
muscular pseudohypertrophy. His neurological status revealed 
the following: the cranial nerves were without any pathologi-
cal findings, the sensitivity was not impaired, no coordination 
impairment was found;the proximal upper limb strength was 5 
points, the proximal lower limb strength was 4 points,the distal 
limb strength was 5 points, the tendon and periosteal reflexes 
were observed to be decreased: the upper limb and knee reflexes 
were mildly decreased and the Achilles tendon reflexes were 
significantly decreased, no pathological reflexes were detected; 
there were also noted a positive Gowers’ sign, waddling gait and 
toe-walking gait in him. The patient was able to feed himself, 

dress himself, turn in bed, however, he had difficulties with stair 
climbing and proceeding down stairs.

When he was 4-5 years old, the disease course was observed 
to be undulating, accompanied by a short-term episodic dete-
rioration in the form of muscle weakness aggravation, reduced 
exercise tolerance, followed by the functional status stabiliza-
tion and muscle strength restoration to the baseline. Later on, 
the condition was noted to be stabilized and augmented. For ex-
ample, at the age of 14, the child was ambulant, looked after own 
affairs without assistance, had no difficulties with stair climbing 
to the second floor, he also underwent kinesiotherapy and played 
football. A slight hyperlordosis, which was developed when he 
was 6, did not grow progressively worse. It has remained at the 
same level. A slight proximal upper limb muscle hypotrophy, 
which was developed at the same age, remained at the same 
level. The proximal lower limb strength and the proximal upper 
limb strength were 4 and 4.5 points, respectively. The upper and 
lower limb tendon reflexes were found to remain decreased.

The case follow-up indicated no pathological changes in the re-
spiratory, cardiovascular and digestive systems. Since he was 11 
years old, there have been recorded a mild left ventricular hyper-
trophy by ECG and mitral valve prolapse by EchoCG. The findings 
concerning the CPK level in patient B. are shown in Table 2.

The case follow-up showed the CPK levels to be constantly 
increased and to have fluctuations within 5-100-fold increase in 
patient B. The mentioned changes were supposed to be associ-
ated with the given treatment (Fig. 3).

0

2000

4000

6000

8000

10000

12000

14000

16000

18000

20000

6 7 8 9 10 11 12 13 14 15 16

CP
K 

le
ve

l, 
u/

l

Age, years

Patient А

Patient В

Fig. 3. age-dependent dynamic pattern of the cPK level in patients a. and B
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The ultrasound of proximal and distal muscles was performed 
in both patients. Below are figures of the deltoid and quadriceps 

muscles, where the sonographic signs of degenerative changes 
are visualized (Fig. 4–11).

Fig. 4. Ultrasound examination of the right deltoid muscle 
of patient B

Fig. 5. Ultrasound examination of the left deltoid muscle 
of patient B

Fig. 6. Ultrasound examination of the right quadriceps muscle 
of patient B

Fig. 7. Ultrasound examination ofa the left quadriceps muscle 
of patient B

Fig. 8. Ultrasound examination of the right deltoid muscle 
of patient А

Fig. 9. Ultrasound examination of the left deltoid muscle 
of patient А
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The given family history of Duchenne muscular dystrophy is 
of great scholarly and practical interest. As was demonstrated in 
the clinical cases, two brothers-german had differences both in 
the defective dystrophin gene exons at Xp21 and in the disease 
clinical picture.

Patient A., who is an elder brother was detected to have exon 
47, 48, 50 and 52 deletion, and patient B., who is a younger 
brother, was found to have exon 45-43 deletion.

The pathology, accompanied by the changed corresponding 
laboratory parameters, occurred in the elder brother at the age 
of 4, and in the younger brother it was somewhat earlier – at 
the age of 1.5 years. It means that the age up to 5 years of the 
disease clinical presentation in both brothers is typical for Duch-
enne muscular dystrophy.

The clinical picture of Duchenne muscular dystrophy is char-
acterized by its early onset; it is manifested by progressive prox-
imal muscle weakness, pseudohypertrophy of calf muscles, sco-
liotic deformity of the spine, and by puberty it leads to disability, 
that limits the ability to move [1,2,11]. In the presented case, 
none of the brothers had a similar progression of the disease. In 
the presented family cluster, the brothers, aged 16 and 14 years 
old, were ambulant and looked after their own affairs without as-
sistance, they were also observed to have an unpronounced calf 
pseudohypertrophy and a slight scoliotic deformity of the spine. 
The ability to walk by 15 years old is known to be observed in 
Becker muscular dystrophy, however, it has a later age of onset 
(after 5 years of age) as compared with that, described in the 
cases [13,15].

Having monitored the CPK levels, we found some differenc-
es. The average CPK levels and the ratio of their above-limit 
reference value were higher in the younger brother than those 
in the elder one. The younger brother was observed to have the 
significantly increased CPK level (more than 100 times as high) 
on admission, when he was 6. The elder brother was observed 
to have the significantly increased CPK level (90-fold) when he 
was 16; it was not accompanied by clinical aggravation. The 
findings contribute to the available clinical data on the CPK lev-
els behavior in patients with Duchenne muscular dystrophy.

The severity of clinical manifestations can be different at 
equal mutations, and even in the same family, as the phenotypic 
variations of the disease are supposed to depend both on the 
mutation type, and the other modifying factors in patients with 
Duchenne muscular dystrophy and Becker muscular dystrophy 
[9,12,14]. 

The presented features of the Duchenne muscular dystrophy 
family history are undoubtedly associated with the mentioned 
genetic malfunctions and their biochemical and structural-func-
tional implementation, however, the conducted systemic treat-
ment impact should be taken into account [10,12].

Thus, the presented clinical information is a testament to the 
fact that the mechanisms of dystrophinopathies progression 
warrant further study, including analyzing both genetic factors, 
leading to the reduced or altered dystrophin protein, and the pe-
culiar clinical and biochemical mechanisms of the phenotype.

Conclusions. 1. The given family history of Duchenne mus-
cular dystrophy showed two brothers-german to have differenc-
es both in the defective dystrophin gene exons at Xp21 and in 
the disease clinical picture. 

2. The presented family history of Duchenne muscular dystro-
phy acknowledges the fact that the clinical, genetic, biochemi-
cal and other characteristics in patients with dystrophinopathies 
warrant further comprehensive investigations in order to update 
diagnostic and prognostic techniques, considering the great 
medical and social significance of this disabling pathology.
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SUMMARY

A FAMILY HISTORY OF DUCHENNE MUSCULAR DYS-
TROPHY

Karaiev T., Tkachenko O., Kononets O., Lichman L.

shupyk national Medical academy of Postgraduate education, 
Ukraine

The purpose of the study is to examine in depth and analyze 
the clinical and some paraclinical characteristics for a family 
history of Duchenne muscular dystrophy.

We analyzed the follow up clinical and laboratory data of 
Duchenne muscular dystrophy in two brothers-german, aged 16 
and 14, respectively. The patients underwent a standardized ex-
amination, involving studying the medical case history, general 
clinical data, determining Sheldon’s somatotype and the con-
stitutional type, the detailed neurological status examination, 
testing a personality type, laboratory and instrumental examina-
tions. 

Through the laboratory examination we determined the gen-
eral blood test indicators, total serum protein levels, total choles-
terol, the ALAT, ASAT, CPK levels, the indicators of the immu-
nogram, myositis profile and the genetic markers of the disease.

The instrumental examination included the ultrasound of the 
abdominal organs, muscles, as well as echo-cardiography, elec-
troneuromyography.

A complete examination fragment of 42 patients with myo-
dystrophies is presented.

The paper presents the neurological examination results, the 
genetic study data and the CPK level indicators in the represen-
tatives of Duchenne muscular dystrophy family history. 

The given family history of Duchenne muscular dystrophy 
showed two brothers-german to have differences both in the de-
fective dystrophin gene exons at Xp21 and in the disease clinical 
picture.

Thus, patient A., who is an elder brother was detected to have 
exon 47, 48, 50 and 52 deletion, and patient B., who is a younger 
brother, was found to have exon 45-43 deletion.

The presented family history of Duchenne muscular dystrophy 
acknowledges the fact that the clinical, genetic, biochemical and 
other characteristics in patients with dystrophinopathies warrant 
further comprehensive investigations in order to update diag-
nostic and prognostic techniques, considering the great medical 
and social significance of this disabling pathology. However, the 
onset age of the disease, the clinical course, and the changes in 
the CPK level were different.

Due to the muscle ultrasound both patients were detected 
to have degenerative changes in the proximal upper and lower 
limbs.

Keywords: Duchenne muscular dystrophy, Becker muscular 
dystrophy, phenotype, muscle ultrasound.
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РЕЗЮМЕ 

СЕМЕЙНЫЙ СЛУЧАЙ МИОДИСТРОФИИ ДЮ-
ШЕННА

1Караев Т.В., 2Ткаченко Е.В., 2Кононец О.Н.,
2Личман Л.Ю.

1«центр эмбриональных тканей «ЭМсеЛЛ», киев; 2на-
циональная медицинская академия последипломного обра-
зования им. П.Л. Шупика, кафедра неврологии №2, киев; 
украина

Цель исследования - изучение и анализ клинических и 
ряда параклинических характеристик семейного случая ми-
одистрофии Дюшенна.

Представлены результаты анализа клинических и лабора-
торных данных динамического наблюдения семейного слу-
чая миодистрофии Дюшенна у двух членов одной семьи, 
которые являются родными братьями. Возраст пациентов 
- 16 лет и 14 лет. Пациенты прошли стандартизированный 
комплекс обследования, включающий подробное изучение 
анамнеза, общеклиническое обследование, определение со-
матотипа по Шелдону и конституционального типа, детали-
зированное исследование неврологического статуса, прове-
дение теста определения психотипа личности, лабораторное 
и инструментальное обследование. При лабораторном об-
следовании определяли: показатели общего анализа крови, 
уровни общего белка сыворотки крови, общего холестери-
на, аланинаминотрансферазы, аспартатаминотрансферазы, 
креатинфосфокиназы (КФК), показатели иммунограммы, 
миозитного профиля, а также генетические маркеры забо-
левания. Инструментальное исследование включало ультра-
звуковое исследование органов брюшной полости, мышц, 
эхо-кардиографию, электронейромиографию.

Данное исследование является фрагментом анализа ре-
зультатов комплексного обследования 42 пациентов с мио-
дистрофиями.

В статье представлены результаты неврологического об-
следования, данные генетического исследования и показа-
тели уровня КФК у представителей семейного случая мио-
дистрофии Дюшена.

В представленном семейном случае продемонстрирова-
но, что у пациентов, которые являются родными братьями, 
имеются отличия как в дефектных экзонах гена дистрофина 
в Xp21, так и в клинической картине течения заболевания.

Так, у пациента А., который является старшим братом, 
выявлена делеция экзонов 47, 48, 50 и 52, а у пациента В, 
который является младшим братом, - делеция экзонов 45-43.

Возраст начала заболевания, клиническое течение и уро-
вень изменения креатинфосфокиназы отличались. Ультра-
сонографическое исследование мышц у обоих пациентов 
продемонстрировало наличие дегенеративных изменений 
в проксимальных группах мышц верхних и нижних конеч-
ностей.

Результаты анализа представленных семейных клини-
ческих случаев миодистрофии Дюшена диктуют необхо-
димость дальнейшего детального комплексного изучения 
особенностей клинических, генетических, биохимических 
и других характеристик у пациентов с дистрофинопатиями 
с целью оптимизации диагностических и прогностических 
подходов, ввиду большой медико-социальной значимости 
этой инвалидизирующей патологии.

reziume

diuSenis miodistrofiis ojaxuri SemTxveva

1t. karaevi, 2e. tkaCenko, 2o. kononeci, 2l. liCmani

1embrionuli qsovilebis centri, kievi; 2p.Supikis 
sax. diplomisSemdgomi ganaTlebis erovnuli sa-
medicino akademia, nevrologiis #2 kaTedra, kievi, 
ukraina

kvlevis mizans warmoadgenda diuSenis mio-
distrofiis ojaxuri SemTxvevis Seswavla, aseve, 
klinikuri da zogierTi paraklinikuri maxasi-
aTeblis analizi.
statiaSi warmodgenilia diuSenis miodistrofi-

is ojaxur SemTxvevaze (erTi ojaxis or wevrze –16 
da 14  wlis asakis or Zmaze) dinamikuri dakvirvebis 
klinikuri da laboratoriuli monacemebis ana-
lizis Sedegebi. pacientebs Cautarda kvlevis stan-
dartuli kompleqsi: anamnezis detaluri Seswavla, 
saerTo klinikuri kvleva, somatotipis gansaz-
Rvra Seldonis mixedviT da konstituciuri ti-
pis gansazRvra, nevrologiuri statusis detaluri 
kvleva, pirovnuli fsiqotipis gansazRvris testi, 
laboratoriuli da instrumentuli gamokvleva. 
laboratoriuli kvlevisas ganisazRvreboda: sisx-
lis saerTo analizi, sisxlis SratSi saerTo ci-
lis, saerTo qolesterinis, alaninaminitrasferzas, 
aspartataminmotransferazas, kreatinfosfokinazas 
done, imunogramis maCveneblebi, miozituri profili, 
aseve, daavadebis genetikuri markerebi. instrumen-
tuli kvleva moicavda muclis Rrus organoebis 
da kunTebis ultrabgeriT kvlevas, eqokardiogra-
fias, eleqtroneiromiografias. aRniSnuli kvleva 
warmoadgens miodistrofiis mqone 42 pacientis 
kompleqsuri gamokvlevis analizis fragments.
naSromSi warmodgenilia nevrologiuri kvle-

vis, genetikuri kvlevis da kreatinfosfokinazas 
maCveneblebis donis analizi diuSenis miodis-
trofiis ojaxuri SemTxvevis warmomadgenlebSi. 
aRwerili SemTxveviT gamovlinda, rom pacient-

ZmebSi aRiniSneba gansxvaveba rogorc Xp21 genis 
defeqtur ekzonebSi, aseve, daavadebis klinikur 
mimdinareobaSi. 
ase magaliTad, pacient А-Tan - ufros ZmasTan - 

gamovlinda 47, 48, 50 da 52 ekzonebis delecia, xolo 
pacient B-Tan - umcros ZmasTan - 45 da 43 ekzonebis 
delecia. miuxedavad imisa, rom daavadebis dawyebis 
asaki, klinikuri mimdinareoba da kreatinfosfokin-
azas donis cvlilebebi gansxvavebuli iyo, ultra-
sonografiuli kvleviT orive pacientTan gamov-
linda degeneraciuli cvlilebebi zeda da qveda 
kidurebis proqsimalur kunTTa jgufebSi.
diuSenis miodistrofiis ojaxuri SemTxvevis 

warmodgenili klinikuri SemTxvevebi adasturebs 
distrofinopaTiebis mqone pacientebis klinikuri, 
genetikuri, bioqimiuri da sxv. maxasiaTeblebis 
detaluri kompleqsuri Seswavlis aucile-
blobas, rac, am mainvalidizebeli paTologiis 
didi samedicino-socialuri mniSvnelobis gaT-
valiswinebiT, xels Seuwyobs sadiagnostiko da 
prognozuli midgomebis optimizebas.


