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TPYII MOHOTEHHOM IaTOJIOTUM YeJioBeKa, XapaKTepusy-
IOIIYIOCS TSIKEJIbIM, TPOTPECCUPYIOLIUM TedeHueM [3,

AHAJIN3 O®TAJIBMOJOTUYECKUX PACCTPOVCTB TP HEKOTOPBIX HACJIEACTBEHHBIX

3ABOJIEBAHUAX HEPBHOM CUCTEMBI
Yemanosa 1.J0., Hacumosa C.O0.,

TamkeHnTckuii neguarpudeckuii MeauumHcKuii naetutyT, 100140, TamkenT, IOHycabanckmii paiioH,
yi1. borumamon, 1. 223

v Pesome,

Axmyaavnocms. OcHno60li npouiakmuxku HacaedcmeeHHOU NAMOA02UU AGAACMCA MeOUKO-2eHemu4eckKoe
KOHCyabmuposeanue. IPgexmuenocms KOHCYAbMUPOBAHUS 6 3HAUUMEAbHOU Mepe 3A6UCUNM OMm YPOGHSA 3HAHUI O
pacnpocmpaneHHoCmu, cnekmpe, 0COGEHHOCMAX (eHOMUNUHECKUX NPOS6ACHUN OMOEAbHBIX HO30402UMECKUX (opm
Hacaedcmeennvix 3a60ae6anuii HepeHOU cucmemvl, a maxxyce uUHGOPMAUUU 0 CneKmpe NAMOAOLUHECKUX MYMAauui 6
2eHax, OMmeGemcmeEeHHbIX 34 G6O03HUKHOBEHUEe DPACHPOCMPAHEHHbIX 3a60ae6aHuti ¢ KOHkpemuom pezuone. Ileaw
uccaedosanusn: 6viA6UNML 0PMAILMOAOUMECKUE PACCMPOICMEA NPU HEKOMOPHIX HACAEOCMEEHHBIX 3A004€8aAHUAX
Hepenoii cucmemot. Mamepuaa u memoowt uccaedoeanus. 3a nepuod 2018-2020 ze. 6 Pecnybauxanckom CKpuHuue
yenmpe mamepu u pebenxa 6vi10 o6caedosano 30 nauuenmoeé c opmasvmosozuvecKumMu paccmpoicmeamu npu
Hacaedcmeennvix 3a60ae6anusx nepeHoli cucmemol. Ilayuenmam 6vi10 NPo6edeHo KAUHUKO-HEBPOAOUMECKU 0CMOMD,
cocmaeaenue zeHeai02uveckoli kapmol, Guoxumuueckue, cneyuuueckue aabopamopHvie UCCACO06AHUSA U
KoHcyabmauus ogpmaavmonoza. Pezyrvmamuvt uccaedosanus. boiro evissaeno: 9 caywaee amarxcuu Dpudpeiixa, c
6blAG.A1CHUEM NOPANCEHUS OP2AHA 3PEHUS: HUCMAZM, YACMUYHAS aAMpodus 3pumesvHo20 Hepéa, dedpexmvt noaei
3penus. Y 9 o6caedosannvix nayuenmax 6ovi1 ycmanoeien ouazHo3 - my6eposHblil CKAepo3, KOMOPbL CONposoxciancs
¢ nopascenuem opeana 3penus 6 eude 2amapmom. Y 3 Goavnvix Ovira evisieaena 6Goaesnv Kpabbe, y xomopwvix u3z
ogpmaasmonozuneckux napywenuii 6oi1a éviaeiena ampodus OuCKo8 3pumenvHvIX Hepeos u caenoma. Y 6 nayuenmos
Ovia ycmanoeaen ouazno3 - cnacmuueckas napanaezus Illmpromneasn, y xomopuvix 6viau 6viAéAeHbL: HuUCMA2M,
ampous 3pumeavHbIX HEPE08 u Kocozaazue. Y 3 nayuenmog c zenamoieHmMuxyAspHoi dezenepauuel uiu 604e3HbI0
Buavcona-Konoearoea npu ocmompe wieaeeoii aamnoi 6oLiu 6bI96.4€Hbl MUNUYHBLE UIMEHEHUSL 21A3 6 6UOE PO2OGUHHOZ0
koavua Kaiizepa-@Daetimepa. Boiéod. Ilpenamaavnas ouaznocmuka nacaedcmeéeHHbIX 3abonaeéanui 66udy
aKmyaavHocmu npo6iemvt 0AHHOE HANPAGACHUE 2eHEMUMECKON OUAZHOCMUKU 3aAcAydcueéaem 0co6020 GHUMAHUA.
Byoywue podumeau mozym ysnamo o eeposmmocmu poxcoenus pebenxa ¢ moiui uau unoi namosozueii. Haauuue
Imoii ungpopmayuu nomozaem npuHAMG NPAGUAbHOE PEUleHUe, 606PeMs HAHAMb JAe4eHue, CKOppeKmuposamv o0pas
HCUZHU, 3AHAMBCA NPOPUAAKMUKOU DPA36UMUsL 2eHemu4ecKux Goaesnei.

Karouesvie caosa: nepénas cucmema, naciedcmeennvie 6oae3nu, ohpmaibmon02unecKue paccmpoicmea, aHAAU3.

ANALYSIS OF OPHTHALMIC DISEASES AT SOME HEREDITARY DISEASES
OF THE NERVOUS SYSTEM

Usmanova D.D., Nasimova S.0.,
Tashkent Pediatric Medical Institute. 223, Bagishamal street, Tashkent, 100140. http://tashpmi.uz.

Y Resume,

Relevance. The basis for the prevention of hereditary pathology is medical genetic consultation. The effectiveness
of consultation largely depends on the level of knowledge about the prevalence, spectrum, features of phenotypic
manifestations of individual nosological forms of heritable diseases of the nervous system, as well as information on the
spectrum of pathological mutations in the genes responsible for the occurrence of common diseases in a particular
region. Objective: to identify ophthalmic disorders in some heritable diseases of the nervous system. Material and
research methods. From 2018 to 2020. In the Republican screening center for mother and child, 30 patients with
ophthalmic disorders of some inherited diseases of the nervous system were examined. Patients underwent clinical and
neurological examination, genealogical mapping, biochemical and specific laboratory tests, and an ophthalmologist’s
consultation. The results of the study. It was revealed: 9 cases of an ataxia of Friedreich, with the identification of the
affected organ of vision: nystagmus, partial atrophy of the optic nerve, visual field defects. In 9 examined patients, the
diagnosis was established - tuberous sclerosis, which was accompanied by damage to the organ of vision in the form of
hematoma. In 3 patients, Crabbe disease was revealed, in which of ophthalmic disorders, atrophy of the optic disc and
blindness were revealed. In 6 patients, the diagnosis was established - spastic paraplegia of Shtrumpel, in whom there
were revealed: nystagmus, atrophy of the optic nerves and strabismus. In 3 patients with hepatolenticular degeneration
or Wilson-Konovalov disease, upon inspection a slit lamp revealed typical changes in the eyes in the form of a Kaiser-
Hleischer corneal ring. Conclusion. Prenatal diagnosis of heritable diseases due to the urgency of the problem, this
area of genetic diagnosis deserves special attention. Future parents can learn about the likelihood of having a baby with
a particular pathology. The presence of this information helps to make the right decision, start treatment on time,
adjust the lifestyle, and prevent from the development of genetic diseases.

Key words: Heritable diseases of the nervous system; Ophthalmic disorders; Ataxia of Friedreich; Tuberous
sclerosis; Crabbe disease; Spastic paraplegia of Shtrumpel; Hepatolenticular degeneration.

AKTyanbHOCTD 8]. B cBs3u ¢ orcyrcTtBUEM 3G (PEKTUBHBIX METOIOB Jieue-

Huss HBHC oco0yo akryanbHOCTh TproOpeTaeT nmpodu-

acnencTBeHHbIe 00J1e3HM HepBHOM cucteMbl (HBHC)  ymakThka BO3HMKHOBEHMsI ITOBTOPHBIX CiIydaeB 3a0oJieBa-
COCTaBJISIIOT OOHY M3 Haubojiee MHOTOUMCIEHHBIX  HMS B OTSTOLLEHHBIX CEMbSIX HA OCHOBE MPOBEIECHUS Mpe-

HaTaJTbHOﬁ, B TOM 4YUCJICE U HpGHHMHHaHTaHHOHHOﬁ -
ArHOCTUKMU. CyH_IGCTBGHHOC ITOBBILICHUEC 3(1)(1)6KTI/IBHOCTI/I
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MpoPUIaAKTUIECKUX MEPOTIPUSITUI 0Ka3aI0Ch BO3MOXKHbBIM
Onaromapsi ycriexaMm, JOCTUTHYTBIM B M3YYEHUU 3THUOJIO-
riu 3HaunrtesnbHoro uuciaa HBHC [2, 7]. TTo nanHbiM Online
Mendelian Inheritance in Man (OMIM), k HacTosiIEMy
BpeMeHU uaeHTUdUMpoBaHo 6osiee 300 reHOB, OTBET-
crBeHHBIX 3a Bo3HnKHoBeHne HBHC [1, 4]. Mcnonb3oBa-
Hue metonoB JIHK ananuza, HanpaBieHHBIX HA UACHTU-
dukanuo MyTaluii B 3TUX TeHaX IO3BOJIIET HE TOJIBKO
YTOYHUTH JAMArHO3 HACJeACTBEHHOTO 3a00JIeBaHUsI, HO U
AT BO3MOXHOCTb BBISIBJISITh HOCHUTEILCTBO MYyTallMii Ha
TOKJIMHUYECKON CTaluu, 4YTO MMeeT MPUHIUMUAIbHOE
3HayeHue misg npodwiaktnky HBHC ¢ mo3mHuMm Hauva-
oM. OCcHOBOW TTPOMUIIAKTUKN HACJIEICTBEHHOM MaTOJO0-
TUU SIBJISIETCS MEIMKO-TeHETUYeCKoe KOHCYJIbTUPOBaHUE
(MTK), xoTOpoe HOCUT PErMoHaIbHO OPUEHTUPOBAHH bt
xapakrep. DPdeKTUBHOCTb TAKOTO KOHCYJIbTUPOBAHUS B
3HAUMUTEIbLHOW Mepe 3aBUCUT OT YPOBHS 3HAHUW O pac-
MPOCTPAHEHHOCTHU, CMEKTPE, OCOOCHHOCTSIX (heHOTUU-
YEeCKUX TPOSIBJIEHUI OTAEJbHBIX HO30JIOTMUECKUX (HopM
HBHC, a Takxe mHpopmaliu o CIeKTpe Marojoruyec-
KWMX MyTallMil B reHax, OTBETCTBEHHBIX 3a BO3HUKHOBE-
HUE paCMpOCTPaHEHHBIX 3a00JieBaHUI B KOHKPETHOM
pervoHe [5, 6]. HemamoBaxHoe 3HaueHHE UMEET MECTO
odTanbMOJOTUUECKUE PACCTPOMCTBA Y NaHHOW TPYIIIBI
MalueHTOB, TaK KaK cama Mo cede HacjleqCTBeHHas Ma-
TOJIOTUSI UMEET TEeHICHUWIO K WHBAIUIU3ALUU C OTSATO-
LIEHUEM TMaTOJIOTUM OPTaHOB 3PEHHUSI, a B HEKOTOPHIX
cJIydasix IPUBOJMT K JIETATbHOMY MCXOAY. YUUThIBasl BbILLIE
MU3JIOKEHHOE, BO3HUKJIA HEOOXOAMMOCTb OUEHUTh Od-
TaJTbMOJIOTMUECKME PACCTPOMCTBA MPU HEKOTOPBIX HACTIEI -
CTBEHHBIX 3a00JIeBaHUSIX HEPBHOM CHCTEMBI.

IHeanr uMccaenoBaHusA: BbISIBUTH ODTATbMOJIOTMYECKUE
paccTpoiicTBa MpU HEKOTOPBIX HACJIEACTBEHHBIX 3a060Je-
BaHUSIX HEPBHOM CHUCTEMBI.

Ma’repna.ll H METOJbI

3a nepuon 2018-2020 rr. B PecniyGiimKaHCKOM CKpU-
HUHT LIEHTpe MaTepu U pebeHka Obuto obcienoBaHo 30
MalueHTOB ¢ OMPTATbMOJOTMYECKUMHU PACCTPOMCTBAMU
MPU HEKOTOPBIX HACNIEACTBEHHBIX 3a00JIeBAaHUSX HEPBHOM
cucteMbl. BeceM manpeHTaM ObIIO MPOBENEHO KIIMHUKO-
HEBPOJIOTUYECKUI OCMOTp, COCTaBJICHUWE TeHeaoTuJec-
KO# KapThl, OMOXMMHUYECKUE U Creluduieckre Jadbopa-
TOPHBIE MCCIIEAOBAHUS U KOHCYJIbTALUST O(TaabMojiora.

Pe3yabTaT u 00cyxnenus

Atakcusi @punpeiixa sIBIsieTcsl camoil 4yactoir (op-
MO¥ HAacCJIeICTBEHHOM aTakcuu, y 9 oOClieqOBaHHEBIX ITa-
MeHTax. XapakTepHbIMU KIWMHUYECKUMU TPU3HAKAMU
atrakcun @Ppenpeiixa SBISIOTCS CMelllaHHAs aTaKCHs,
IV3apTpUsl, CYXOXUIbHas apedyekcusi, CHUXEHHE CyC-
TaBHO-MBILIEYHON U BUOPALIMOHHON 4YyBCTBUTEIBHOCTH,
amuotrpodun. CiaabocTh MBIIIL COMPOBOXIAETCS pa3BU-
THEM TMTIOTOHWU, MBILIEYHBIX aTpODUii, MOpaxkeHe opra-
Ha 3peHUsI: HUCTarM, 4acTU4YHas aTpodus 3pUTEIbHOTO
HepBa, OedeKThl mojeil 3peHus. TyOepo3HBI CKIePO3
(TC) - sT0 HaciencTBeHHOE 3abojeBaHUE M3 TPYIIIbI
dakoMaTo30B. Y 9 00cCiIleqOoBaHHBIX MalMEeHTaX ObLIa BhI-
sBiieHa y 92% cuMImToMarndeckas SMHUJISTCUsT Habmona-
ercsa y 6oabHbIX TC. Tumnsl cymopor BKIOYalOT: UHpaH-
TuabHbIE cria3Mbl (38% O6OJbHBIX), (DOKANbHBIE MPUCTY-
mel. Y 30% GONBHBIX BBISBISETCS TIyOOKash yMCTBEHHAsT
oTcTasocTh. [lopaxeHue opraHa 3peHUs] TPEACTaBICHO
ramaproMamu. bonesns Kpa66e (BK) - 3ab6oneBanne u3

N

rpynnbl cUHTOJUTIUI030B C ayTOCOMHO-PELIECCUBHBIM
TUTIOM HacJeloBaHUs, 00YCIOBIeHHOE AeHUILIUTOM JIU-
30COMHOTO (hepMeHTa TajakTo3wilepaMu P-rajakTo3u-
nasel (GALC). Y 3 GonbHBIX ObLi1a BbISIBJIEHA 3Ta MATOJIO-
rusi. B KIMHUKe ObLIN BBISIBJIEHBI TAKKE HEBPOJOTUUECKUE
CUMIITOMBI KaK: CHVMXKEHHE MBIIIEYHON CWJIbI, CIacTU4-
HOCTb, aTakcus, Tape3bl, 3aJepXKa U perpecc IMCcuxo-
MOTOPHOTO pa3BuUTHUsI, cynoporu. M3 odraibmonoruyec-
KVX HapylleHUuii Oblia BbissBIeHa aTpodusi IMCKOB 3pU-
TEJbHBIX HEPBOB U CJIETIOTA.

Cnacruueckast naparierus I Tprommens - 3aboJe-
BaHUE TPEJCTABISIET FeTEePOreHHYIO TPYIIy C BHYTpPHUCE-
MEWHBIM CXOICTBOM U MeXCeMeHHON BapuadeJbHOCTbhIO
KJIMHUYECKMX TMPOosiBIeHUIH. B ocHOBe 00JIe3HU JIEXKUT Jie-
reHepalusl MUpaMUIHbIX TTyTell CIMHHOTO Mo3ra. Tumuy-
Hbl CUMMETPUYHO Pa3BUBAIOIIMECS CIACTUUYECKHUE BOCXO-
JSIIMe Mapajiuyu, HauMHamoIMecss ¢ HOT.

Y 6 maiueHToB ObLT YCTAaHOBJIEH 3TOT AUATHO3 U ObUIA
BBISIBJIEHBI HUCTarM, aTtpodusi 3pUTENbHBIX HEPBOB, KO-
cornasue.

IemaroneHTUKyIsspHast gereHepanus (IJI1), nmm 60-
ne3Hb Bunbcona-KoHoBasoBa, HacienyeTcss ayTOCOMHO-
pelieccUBHO. ['enaToIeHTUKYISIpHAsl IereHepalust OTHO-
CUTCSl K HaCJEeACTBEHHBIM 3a00JieBaHUSIM, OOYCJIOBJIEH-
HBEIM aucOajaHncoM oOMeHa Menu. Y 3 IMallUEHTOB IIpU
OCMOTpE 1leJIeBOi J1aMIol ObLIM BBISIBJIEHBI TUITUYHBIC
W3MEHEHUs IJ1a3 B BUJE pOroBMYHOro Kojblia Kaiizepa-
ODeiiliepa B pe3ysbTaTe OTIOXEHUSI Menu Ha Tepude-
pUU POTOBUILIBI B 00s1acTH JIMOA.

BriBog,

[IpeHaranbHasi AUArHOCTUMKA HAacCJeACTBEHHBIX 3a00-
JIEBaHU 1 BBUIY aKTyaJIbHOCTU MIPOOJIEMbI JaHHOE HarpaB-
JIEHUEe TeHETUYEeCKOW JAMArHOCTMKM 3acly>kKHBaeT 0Cco0O-
ro BHUMaHus. Peub uaer He 06 OMHOM METONE MCCIIEN0-
BaHUSI, a 0 coBOKymHocTtu. OOGcnenoBaHue MPOBOISAT B
Mepuoa BHYTPUYTPOOHOTO pa3BUTUSI peOeHKa, YTOOBI
BBISIBUTh BpOXIeHHble HapylieHus. [lo ounenke BO3,
MMEHHO OHU CTAaHOBSATCSI MPUUMHON mpuMmepHo 7% ciy-
yaeB HeoHaTaJIbHO# cMepTu [6] . PaHHee, elle 10 poxie-
HUS, BBISIBJICHME 3TUX HapyLIEHUN IMO3BOJISIET OBICTPO
HayaTh HEOOXOIMMOE JIeYEHUE, a B HEKOTOPBIX CIIydasix
Jaxe MPOBECTU BHYTPUYTpOOHYIO onepanuio. [TokasaHu-
SIMM K TIPOBEICHUIO IpeHATaJbHOW AMATHOCTUKU SIBJISI-
I0TCSA: TeHeTudeckue 3aboyieBaHUS, BCTpeyaBIIUECs Y
YJIEHOB CeMbHU; BO3pacT XeHIIMHBI (crapuie 35—37 ner);
BBISIBJIEHHOE T€HETUYECKOE HOCUTEJIbCTBO IMATOJOTUH,
CILICTUICHHO# C TIOJIOM; T€T€PO3UTOTHOCTb POAMTENIEH IO
psily TEHETUYEeCKUX MAaTOJIOTUl; HeynayHble OepeMeHHO-
CTM B aHaMHe3e, IpPephIBaBIINECS I10 HESICHBIM IPUYM-
HaM. MeToabl 10pOIOBOI AMArHOCTUKU OYE€Hb Pa3HOOO-
pasHbl: Y3U miona, reHeTUYECKW aHAIM3 aMHUOTHUYeC-
KOM XMIKOCTU WJIM MYIOBUHHOM KPOBU, N3YYeHHUE ChIBO-
POTKM KpPOBM Marepu, OMOIICUSI BOPCUH XOpUOHA U JIpY-
rue. LleaecooOpa3HOCTh MPUMEHEHUS KaXAOTO M3 3TUX
METOJMIOB OIpejesisieT Bpay. biarogapsi 10CTUXKEHUSIM Me-
IUIIMHBI CETOMHS MBI MMEEM BO3MOXHOCThH IIPOXOAUTH
MOJAPOOHYIO JUAarHOCTUKY B OOJaCTM pa3BUTHUSI HaCJe/-
CTBEHHBIX 3a00yieBaHUii. Bynyiine poautenn MOryT y3HaTh
O BEPOSITHOCTU POXKAECHUS pedeHKa ¢ TOM WM MHOM ma-
tosiorueit. Hannuue atoit nHOpMaLy rmoMoraeT npuHsITh
MpaBWIbHOE pellleHUe, BOBpEMsI HauyaThb JIEYEHUE, CKOp-
peKTUpOBaTh 00pa3 XKWU3HU, 3aHSATHCS MPODUIAKTUKOMN
pa3BUTUSI TCHETUYECKUX OOJIC3HEI.
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