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PE®EPAT

Junnomuas pabota 57 c., 6 puc., 4 Tabi., 31 UCTOYHUK.

I'EHHBIE BOJIE3HU, YACTOTA BCTPEUHAEMOCTHN,
ITPEHATAJIBHASA JMAT'HOCTUKA, HACJIEIACTBEHHBIE BOJIE3HU
OBMEHA BEIIECTB, HACJIEJACTBEHHBIE ITATOJIOI'MN.

Lens  paboTbl:  XapakTepuCTHKa  Haumbojiee  paclpOCTPaHEHHBIX
HACJIEJCTBCHHBIX MATOJIOTUA y JETEH, HAXOMALIMXCA HA JIEYCHUU B MHHCKOM
o0yacTHOU KIMHUYecKor OosbHuLe B iepuoA ¢ 2011 mo 2015 rr.

Metonsl uccnenopanusd: onpenenenue rena CFTR, nzyueHne reHeTHuecKux
KapT jAeTed, cOOp aHamMHe3a 'y poauTeIeH  JeTei, aHTPONOMETpHs,
KapUOTUIIUPOBAHUE, OCMOTP OOJBHBIX Ha MpeaMeT (PEeHOTUIMUYECKUX U3MEHEHUH,
YIBTPA3BYKOBOE UCCIICOBAHUE BHYTPEHHUX OPTraHOB.

1. Jluarnoctudyeckoe  oOclieIoBaHMs, TMPOBEICHHOE B  MUHCKOMN
obnactHOM knmHu4eckoi 6oapHUIE ¢ 2011 1. mo 2015 r. mo3BOINI0 BRISBUTE 2255
MMAaIMCHTOB C HACIICACTBCHHBIMH OOJIC3HIMH OOMEHA BEIIECTB, CaMBIMU
pacrnpocTpaHEHHBIMU CpeId KOTOPBIX ObuH cuHApOoM Kuiibbepa u reMoXpoMaros.

2. Berpeuaemocts ananusupyembix HBO 3a0oneBanuil B TeueHue mstu
JeT HE yBeIM4YMBajach, 3a MCKIIOYEHHEM cillydyaeB Oose3Hu BuibcoHa—
KoHnoBanosga.

3. ['pynny namuenToB ¢ auarHo3oM cusjapom CaHduiumnmo coctaBuia

20 gereit (15 mui KEHCKOTo M 5 MysKckoro moja). Yactora poxaeHUs AETel ¢
cungapomMoM CaH(UIUIIIIO HE 3aBUCHUT OT Bo3pacTta poauteneil. B 55% cnydaen
OEpEMEHHOCTh OCJIOKHSIIACh YTPO30il MpepbIBaHMs. Y CTAaHOBJIEHO, YTO BO3PAcCT, B
KoTopoM MaHupectupoBan curjapom Candununmo, Bapbuposai ot 0,2 roga ao 4
net: 1o 3 net cumntoMbl MIIC IIT otmeuanucs y 95% nereit.

4, B o0meit coBokynHOocTH BbIsiBIeH 531 OONBHOW C pazsIuYHBIMU
JMarHo3aMu  HACIEJCTBEHHBIX HEPBHO-MBIIIEYHBIX 3a0oneBaHuil. CaMmbIMU
pacrpocTpaHeHHbBIMU 3a0osieBaHusaMH  sBisroTes:  [IMJI Jlanaysu-Jlexxepuna,
HMCH (pa3ubie ¢opmbr), TIMJ] Hriomenna/bekkepa. [  OojbIIMHCTBA
aHAIM3UPYEMbIX  HACJIEICTBEHHBIX  HEPBHO-MBIIICYHBIX  3a00JIeBaHUN  HE
Ha0JII0/1aeTCsl TeHJIEpHOE pasnenieHue, Ho u3 87 mauueHTtoB ¢ auarHo3om [IM]]
Mromenna/bekkepa Bce ObUTH MYKCKOTO T0J1a.



PO®EPAT

Heimiomuas pabora 57 c., 6 mai., 4 tabm., 31 KpbIHiL.

I'EHHbBIA XBAPOBBI, YACTATA CYCTPAKAEMACIL,
[IPODHATAJIBHA  JBIATHOCTBIKA, CITAJUBIHHBII  XBAPOBBI
ABMEHY PARYbBIBAY, CIIAJTYBIHHBIA ITATAJIOTIL

MbTa mpatbl: XapakTapbICThIKa HaHOOJbII paclayClOIKaHbIX CIaYbIHHBIX
naTajorii y A3dueu, sKig 3Haxoa3slua Ha JAudHHI Y MiHckail abnacHoi
KJIiHIYHAK OanbHilb! ¥ nepbisg 3 2011 ma 2015 rr.

Meranbl nacinenaBanss: Bbi3HaudHHE reHa CFTR, BhIByusHHE T€HETBIUHBIX
KapT a3damei, 300p aHamHe3y ¥  Oalpbkoy  I3f1€M, aHTpanaMmeTphls,
KapblallilaBaHHe, arjsj XBOPbIX Ha npaaMeT (EeHAThIMIYHABIX 3MSHEHHAY,
yJIbTparykaBae Jaciie/laBaHHe YHYTPaHbIX OpraHay.

1. JlpisirHacThiyHae aOcieaBaHHs, MpaBen3eHae ¥ MiHckail abiiacHoi
KkiiHIYHaK O6anpHInb! 3 2011 1. ma 2015 r. ga3Bosiyia BeIABINbL 2255 manpieHTay 3
CHaJubIHHBIMI XBapoOami aOMeHy paYbiBay, CaMbIMi pacHayCro/KaHbIMI CSpPOA
AKixX ObLI1 CiHApOM JKbUTh03pa 1 reMaxpamMaros.

2. Cycrpakaemacip aHaimizaBanbix HBO 3axBopBaHHSAY Ha mpausdry s
rajoy He MNaBsjiyBajacs, 3a BBIKIIOYIHHEM BbINAJKay XBapoObl BinbcaHa-
KanaBanasa

3. I'pyny naneienTay 3 apisraazam cigapom Candununio ckiana 20 a3siein
(15 aco6 »xaHowara 1 5 MyX4yblHCKara moJjiy). Yacrara Hapa/pKIHHS J3SEeH 3
cingpomam CaHUIUINIO HE 3aJSXKBIbL aj y3pocTy Oaibkoy. Y 55% Beimaakay
LsKapHACUb YCKIIAIHAIACS Marpo3aul nepanbiHEHHS. Y CTAaHOYJIEHA, IITO Y3pOCT, Y
axiM MaHi(ecTaBaipb cinapom Candunurnro, Bap'ipaBay aa 0,2 rona na 4 ragoy: na
3 ragoy cimntomel MIIC 111 agznauanics ¥ 95% n3sineit.

4. YV arynpHail cykymHacIll BbIsyJieHbl 531 XBOpBI 3 pO3HBIMI JbISTHa3aMi
CHaJYbIHHBIX HSAPBOBA-IATIIILABBIX 3axBOopBaHHAY. CambIMi pacmnaycroKaHbIMi
3axBopBaHHsAMi 3'syistonua: [IM/] Jlanaysu-Zexxepuna, HMCH (pa3nbie hopmbi),
[IM]] Hromenna / bekepa. st 6onbiacii aHami3aBaHbIX CHaAYbIHHBIX HEPBOBA-
ISTIIIIABBIX 3aXBOPBAHHAY HE Haszipaelllla TeHadpHae najzen, ajne 3 87 naibleHTay
3 neisirHazam [IM /] dromenna / bekepa yce Obuti My>KUblHCKara moJy.



ABSTRACT

Diploma work 57 p., 6 fig., 4 tables, 31 sources.

GENE DISEASES, THE FREQUENCY OF OCCURRENCE, PRENATAL
DIAGNOSTICS, HEREDITARY METABOLISM DISEASES, HEREDITARY
DISEASES.

Aim of work: description of the most common genetic abnormalities in
children who are treated in the Minsk Regional Clinical Hospital between 2011
and 2015.

Methods: determination of the CFTR gene, the study of the genetic maps of
children, medical history of the parents of children, anthropometry, karyotyping,
examination of patients for phenotypic changes, ultrasound of internal organs.

1. Diagnostic survey conducted in the Minsk Regional Clinical Hospital from
2011 to 2015 revealed 2255 patients with inherited metabolic diseases, the most
common among them were Gilbert's syndrome and hemochromatosis.

2. Occurrence of the analyzed NBO diseases didn’t increase during five years,
except Wilson's disease.

3. The group of patients with Sanfilippo syndrome was of 20 children (15
females and 5 males). The frequency of children born with Sanfilippo syndrome
does not depend on the age of the parents. In 55% of cases the pregnancy was
complicated by the threat of interruption. It was found that the age at which has
manifested Sanfilippo syndrome ranged from 0.2 years to 4 years of age:
symptoms were observed in 95% of children up to 3 years old.

4. The total population identified 531 patients with different diagnoses of
inherited neuromuscular diseases. The most common diseases were: PMD
Landuzi-Dejerine, HMSN (different forms), PMD of Duchenne / Becker. For the
majority of the analyzed hereditary neuromuscular disease was not observed
gender division, but of the 87 patients with a diagnosis of PMD of Duchenne /
Becker were all male.






