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Aunomayus. Bo  BpeMs  OKCHETUIMOHHBIX pabOT MO  BBIABICHUIO OOJNBHBIX C
MYKOIIOJINCAaXapHu1030M B OHOM M3 PErMOHOB A3zepOaiijkaHckoil PecryOnuku mpu KIMHUYECKOM
o0clieloBaHNN Bpada-TieIaTopa, Bpada-HeBpOoJIora U Bpaya-TeHeTHKA BBISIBIIEHA JICBOYKA TISITH JIET
C TIONO3pPEHHWEM Ha MyKomoiucaxapuao3. J[lisi ycTaHOBJIGHHS THIA MYKOIOJIHCAaXapua03a
UCIOJNB30BAIM  CIENYIOIIUEe JIM30cOoManbHble (epMeHThl: anbda-L-ugyponunaza (MIIC 1),
uayponar-2-cynbgaraza MIIC 1II), remapun N-cyabdaraza (MIIC IIIA), anbda-N-
anerwinmokodamuunaaza (MIIC 11IB), amnermn-KoA-mmoko3zamun-N-aneruntpancdepaza (MIIC
IIC), N-auerunmmokozamuH-6-cynbdaraza (MIIC IIID), N-anerun-ranakrozamMuH-6-cynbdaraza
(MIIC IVA), Gera-ramakto3unaza (MIIC IVB) u apuncynedaraza B (MIIC VIB). Ananus
aKTUBHOCTH (epMeHTa N-alleTHI-TalakTo3aMHUH-0-Cynb(ara3a Mokazajl HU3Ky0 akTuBHOCTh 0,1
umol/L mpu Hopme >0,2 pmol/L/h, uyTo XapakTepHO A TOMO3UIOTHOTO WJIM JBOMHOTO
rerepo3urotHoro cocrossHus curapoma MIIC IVA trma. MonekynsipHO-TeHETUYECKUI aHAJIN3 TeHa
GALNS unentudunupoBal 3aMeHy HYKJIEOTHA aJeHUH Ha HYKJICOTH] I'yaHMH B mo3uuuu 1283
(c.1283 A>QG). UM3BecTHO, YTO B CIEACTBHE MYyTallUd Ha YpOBHE Oeika IMPOUCXOAMUT 3aMeHa
AMUHOKHCIIOTHI THUIIMH Ha apruHuH B no3uiuu 428, GInd28Arg (Morquio A.; OMIM®: 253000).
JIOTIOJTHUTENEHOE MCCIICIOBAHNE WICHOB CEMBH — POIMTEICH M CECTphl — MpoOaH/a MMOKa3aIn
reTepO3UrOTHOE COCTOSHUE BBIBICHHON MyTaiuu. B MoMeHT oOcnenoBanus Math mpobaHa Oblia
O6epemenHoil. Ha 16-17-HemenbHOM Cpoke OEpeMEHHOCTH TPOU3BENTH TpPaHCAOIOMUHAIBHBIN
amamnocente3. Ha yposHe JIHK, BbinenenHoit u3 ¢ubpo0r1acToB aMHUOTHYECKOM >KHMIIKOCTH,
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YCTAaHOBUJIM TE€TEPO3UTOTHOE HOCUTENbCTBO MmyTanmuu c.1283 A>G rena GALNS, uyto
CBUJETEILCTBYET O 30pOBOM IL1oae. PomuTenu OblTM O3HAKOMIIEHBI C Pe3yJibTaTaMH aHaJInu3a U 1o
cornmacuio 000MX pomuTeNnel IIoA OBLT COXpaHEH [UIsl JalbHEeHInero pasputws. llmanupyem
MIPOBE/ICHUE MPEHATATbHON JTMATHOCTUKH BCEM CEMBbSM PEMPOAYKTUBHOIO BO3pacTa C HaJIMYHUEM
OoJpHBIX feTel ¢ nuarsozoM MIIC.

Abstract. In one of the regions of Azerbaijan Republic while clinic examination with doctor-
pediatrician, doctor-neurologist and doctor-geneticist a girl of 5 years of age was identified as
suspicious of mucopolysaccharidosis. N-acetyl-galactosamin-6-sulfatase enzyme analysis has
shown low activity of 0,1 pumol/L at norm of >0,2 umol/L/h. Molecular-genetic analysis of GALNS
gene identified substitution of Adenine nucleotide with Guanine nucleotide in 1283 (c.1283 A>G)
position accompanied with amino acid change GIn428Arg (Morquio A; OMIM®: 253000). These
results correspond to the presence of MPS IVA type. With the consent of both parents and at the
term of 16-17-week pregnancy transabdominal amniocentesis was carried out. At the level of DNA,
isolated from fibroblasts from amniotic liquid, we have got heterozygous carriage of a c.1283 A>G
mutation of GALNS gene, that says of a healthy fetus. We plan to carry out prenatal diagnostics to
all families of reproductive age, who have got affected children diagnosed with MPS.

Knrouesvie cnosa: myxononucaxapuno3 IVA tuma, cunapom Mopkuo, N-ramakrozamus-6-
cynbdarcynbdarasa, pepment, rek GALNS, myranusi, OeJIOK, MpeHaTallbHas JHArHOCTHKA.

Knrouegvie cnosa: myxononucaxapuno3d IVA tuma, cungpom Mopkuo, N-ramakrozamus-6-
cynbdarcynbdarasa, pepment, rek GALNS, myranusi, 00K, MpeHaTalbHas JHATHOCTHKA.

B omHom u3 pernoHoB AsepOaiimpxaHckod PecnyOnuku mpu KIMHHYECKOM O0O0CIIEI0BaHUU
Bpaua-Ieuaropa, Bpaua-HEBPOJIOra ¥ Bpaya-reHETHKA BBISBIICHA JI€BOYKA IISITH JIET € TOJO3PEHUEM
Ha MyYKOIIOJUcaxapuao3. AHamu3 ¢epMmenTta N-aleTuiI-TajJlakTo3aMUuH-O-cynbdaraza mMmokaszal
Hu3Kyto aktuBHOCTH 0,1 umol/L nmpu Hopme >0,2 umol/L/h. MonekynsipHO-reHeTHUeCKU aHamu3
reHa GALNS wnaentudunupoBan 3aMeHy HYKJICOTHAA aJleHUH Ha HYKJIEOTHJ T'YaHUH B MO3HMIIUHU
1283 (¢.1283 A>QG) c amunokucnotHo 3ameHoi GIn428Arg (Morquio A; OMIM®: 253000). Otu
pe3yJIbTaThl COOTBETCTBYIOT HaMHunio y pedenka 3adoneanust MIIC IV A tuma. [Ipu cpoke 16-17
Hezlenb OepeMEHHOCTH MaTepu C coriacus o0OMX poaWTeNel NMPOu3BENeH TpaHcaOJOMUHAIbHBIN
amHuocenre3. Ha yposue JIHK, BeinenenHoit u3 ¢puOGpoOnacToB aMHUOTHUECKOH KHJIKOCTH,
YCTAaHOBUJIM T'€TEPO3UTOTHOE HOCUTENBCTBO MyTanuu c.1283 A>G rena GALNS, 4ro rosopur o
30pOBOM IIIoZie. B Hammx mnjaHax MNpoBeJEHUE NPEHATalIbHOM JTUArHOCTHUKU BCEM CEMbSIM
PENpPONLYKTUBHOTO BO3pacTa, Iie ecTh 0oibHbIE AeTH ¢ AuarHo3oM MIIC.

Beeoenue

Myxkononucaxapunossl (MIIC) — rpynma HaciaeaCTBEHHBIX Oose3Heil oOMeHa BEIIeCTB,
CBSI3aHHBIX C HapyuieHHeM Merabonu3Ma rinko3amuHormukaHoB ([AlY), mnpuBomsmum K
MMOPKEHUIO OpraHoB W TkKaHer. Mykononucaxapumo3 IV tuna (MIIC IV) (cuHOHUMEBIL: 0OJIE3HB
Mopkuo, crnoHawio-3muu3apHas AMCIUIa3Ms, XOHJIpoocTeogucTpodus, aedopmupyromas
ocreoxoHapoauctpodus, Mopkuo-bpaitnchopna  cunapom, MopkHO-Yiabpuxa — CHHIPOM,
sKciieHTpoxoHaporuiazusi, Jlyrse-Menxuopa Kimaysena cunnpom). 3aboneBanue ommcano B 1929
rony ypyrBaiickum mnenuarpom Luis Morquio (1867-1935) u JIxeiimcom @penepukom
Bpoaitncdopnom (1888-1961), anrnuiickum peHTreHonoroMm B bupmunreme, Aurmus [1-5].
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MIIC IV Tuma oO0ycnoBieH nePUIMTOM JIM30COMHBIX THIpoOJa3: N-TaJlaKTo3aMUH-6-
cymbdarcynpdarazer  (MIIC IVA) wmm B-ramakrosumaser  (MIIC [1VB), ornoxenuem B
COCJMHUTENIPHOW TKaHM KepaTaHcylb(ara M XapakTepU3yeTcs 3HAYUTENbHON Jedopmarueit
CKeJeTa M OTCTaBaHHueM B pocte. Bce BolllenepeuncieHHbIe TMPU3HAKA TPUBOIAT K
MHBAJUANU3AlMY, a TIPU TSHKEIIOM TeUYeHUH OOJIe3HHU - K JIeTaIbHOMY UcXody. B oTnuune ot apyrux
tunoB MIIC, MIIC IV Tuna xapaktepuszyeTcs OTCYTCTBUEM CHM)KCHHUS MHTEIJIEKTa, TOMYTHEHUS
POTOBHIIBI, TEMATOCIUICHOMETaINK. Pa3nuuaioT Heckoiabko (Gopm Mykomonmcaxapumo3a IV tuma:
TSDKEITYIO, KIIACCHYECKYIO0, IPOMEKYTOUHYIO U JIETKYI0. [ eH N-areTui-raJakTo3aMuH-6-cyinbharas3sl
(GALNS) kaptupoBan Ha 16 xpomocome B jokyce 16q24.3. Tun nacnemoBanus MIIC IV Ttuna-
ayTOCOMHO-PELECCUBHBIN [0, 7].

Cunapom MOpPKHO — OJMH K3 CaMbIX PEIKUX BHJIOB HApPYIICHHH MYKOIOJIHMCAXapuioB.
TouyHBIX NMAaHHBIX HET, HO JaHHOE 3aboiieBaHWe BcTpedaercs npudmmsurensHo y 1 Ha 200000-
300000 370pOBBIX HOBOPOXACHHBIX. M XOTsI maHHOe 3a00jeBaHUE - OYEHb PEAKOe, KaXIbIi
MAUEHT HYX/IaeTCs B CTOJIb OOIIKMPHOM U Pa3HOILIAHOBOM MEAMIIMHCKOM oOcnykuBanuu. B CIIA
yactora MIIC Bcex tunos cocrasuia 0,98 na 100 000 nHoBopoxaeHHsix B [lonsmie 1,8 va 100 000,
B Anonun u [IBenun 1,53 na 100 000, B IlIBeiinapuu 1,56 na 100 000 xuBbIX nereii [8-12].

BriepBbie HamMu MpOBENCHO SNUAEMHOIOTHYeckoe uccienoBanue Oonesnn MIIC B
Azepbaitmxanckor  PecnyOnuke. MccnemoBanume mpoBomuin 3a  mepuony  2018-2022  rr
[TpoBeneHHBIN CKPUHUHT (EPMEHTHOTO aHAIM3a U3 56 MOI03peBaeMbIX OOJBHBIX y 26 MAIMEHTOB
BEIIBIIT gedunut GepmenTa N-aleTHI-TaJakTo3aMuH-6-cyab(ara3a xapakrepasiid s MIIC VA
THIIA, 9YTO cocTaBmI 46,4% OT Bcex 00CiIeIOBaHHBIX MaleHToB [13-14].

JlanpHelas Hamia 1eiab pa3padoTarh MyTH MPOQIIAKTUKH JaHHOTO 3a00JIeBaHUS B BHJIE
MEJUKO-TEHETUYECKON KOHCYIbTAIIUU CEMEU PENpPOTYKTUBHOTO BO3PACTa C TEHETHUYECKUM PHUCKOM
JUISL TIOCJIEAYIOIIEH PEHATaIbHOM THATHOCTUKH ILIO/A.

B nanHoit crarbe nmpuBonum pesyinbrarbl nuarHoctuku MIIC VA y natunersneit neBouku. B
MOMEHT MICHTU(PHUKAIMM TUIA MyTallUd MaTh OONBHOM ObLIa OEpeMEHHOH, YTO IMO3BOJIUIIO HaM
BOCIIOJIH30BaThCSl CUTYAIlMEl W C COMIACUsl CYNPYKECKOM Tapbhl MPOBECTH IPEHATAIBHYIO
JTUATHOCTHKY.

Mamepuanst u memoovl

Bo Bpems skcneaMIMOHHBIX pabOT B oAHOM U3 pervoHoB PecnyOmuku B LleHTpanbHOI
pailoHHOIl OOJBHUIIE BBISBIEHA JEBOYKA S5 JET C SBHBIMU KJIMHMUYECKUMH MPOSBICHUSIMHU
xapaktepHbiMU 1111 Oone3Hu MIIC. O6pasen kpoBu 6onbHON 661 oMerieH Ha DBS (Dry Blood
Sample) kapry.

buoxumuueckuit aHamu3 Ui AMQQPEpeHUraTbHOW JTMAarHOCTUKU MYKOIIOJIHCaxapuao3a
WCIIONIB30BaT  CIEAYIOIINE JM30coMalibHble (GepMeHThl st Bcex TunoB MIIC: anwda-L-
uayporunaza (MIIC 1), unyponar-2-cynsdaraza (MIIC II), renapun-N-cynsgaraza (MIIC II1A),
anbda-N-anermnrmokozamuanaaza (MIIC IIB), anerun-KoA-rmoko3amun-N-anetuntpancdepasa
(MIIC MIC), N-anerunmiroko3amuH-6-cynabdaraza (MIIC IIID), N-amerui-ranakTo3aMuH-6-
cynbdaraza (MIIC IVA), 6era-ranakro3unaza (MIIC IVB) u apuncynsdaraza B (MIIC VIB).

s ompeneneHus: aKTUBHOCTH ()EPMEHTOB HCIOJB30BAIM METOA  (IIIOOPUMETPUH, a
TecTHpoBaHuWe MyTranuu npoBoawian wmerogoM NGS  (Next Generation Sequencing -
CexBenupoBanue HoBoro mnoxosenus). /IHK, nomydyennyro u3 oOpasia mepudpepudeckoil KpoBU
MaIUeHTa, UCCIIEIOBAIIM METOIOM CEKBEHHPOBaHUs HOBOTo mokojeHus. «bomee 99% xomupyrommx
oOacrelt 3TUX TeHOB ObUIM M3Yy4eHbI ¢ ITyOnHoN uTeHus He MeHee S0X. CpenHss ryOrMHa YTeHUs
coctaBnseT 1559 mokaszanwmii. B aHanu3 ObLTM BKIIIOUEHBI COCTUHEHUS SK30H-UHTPOH (£10 m.H.).
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Knaccuukanuio mNaroreHHOCTH TIONYYEHHBIX JaHHBIX TPOBOIWIM COTIIACHO «PyKoBOACTBY
ACMG*y.

3a00p aMHUOTHUYECKOW >KUIKOCTH MPOBOIMIIM TPAHCAOIOMUHAIBHBIM CIIOCOOOM TPU CPOKE
oepemennoctu 16-17 Henenb.

Pe3ynemamul cobcmeenmvix ucciedosanutl

Bonbnas B. I. nmeBouka 5 mer ¢ momo3penneM Ha Oosne3nb MIIC BblsiBieHa BO BpeMms
SKCTIEIUIIMOHHBIX HccaeqoBaHuil. bonpHas Oblia BBIABICHA NpPU KIMHUYECKOM OCMOTpE Bpadya-
neaunaTpa, Bpaua-HeBposiora u Bpada-reHetuka. [Ipu reneasorunueckom u3ydeHuu y npobania Obuia
MJIAJIIas CECTpa TpeX JIeT, y KOTOPOM OTCYTCTBOBaIU KinHU4Yeckue npossieHuss MIIC. Bo Bpems
MEIUKO-TEHETHYECKOr0  KOHCYIbTHpoBaHus ~ OompHOM  B.I.  mare  Obta  GepemeHHA.
Bocnonp3oBaBuiich OnaronpusTHHIM MOMEHTOM M H3BECTUB 00 3TOM CYNpPYXKECKYIO Mmapy, Obul
MIOJIy4€H MOJOKUTEIbHBIM OTBET HA IPEHATAJIBHYIO IUarHOCTHUKY.

Ponutenun — Onu3Kkue pPOACTBEHHUKH: IBOIOpOIHBIE Opar u cectpa. balymiku OosbHOI
SBIISIFOTCS POAHBIMM cecTpamu. i1 BCEX WIEHOB CEMbHM IMPOBEIAEH aHAIM3 Ha ONPEICICHUE
AKTUBHOCTH JIN30COMAaBHBIX (hepMeHTOB st AuarHocTrku Trma MITC: MIIC I, MIIC II, MIIC III,
MIIC IV u MIIC V1. Pe3ynbrarsl (hepMEHTHOTO aHanu3a npeacTaBieHsl B Tadbnure 1.

Tabauna 1
PE3VJIbTATBI AKTUBHOCTH ®EPMEHTOB ITO TUITAM MIIC JIJ151 BOJILHOM BT,

Depmenm Axmusnocmo Eounuya Hopma
anbpda-L-unyponnnasza 17,6 umol/L/h >1,5
UIaypoHaT-2-Cynbdarasza 8,8 umol/L/h >2.,5
N-arneTuin-ranakTo3aMuH-6-cynbdarasza 51 umol/L/h >0,5
N-aneTunritoko3aMruH-6-cynbdarasza 0.1 umol/L/h >0,2
Oera-rajJakTo3ngasa 1,2 umol/L/h >1,0,
apuicyibdaraza B 10,9 umol/L/h >5,0,

AHanu3 axkTUBHOCTH (epMeHTa N-aleTui-rajJakTo3aMHH-6-cyiabgaraza M3 BBICYLIEHHBIX
naTeH KpoBu OosbHOM B.I. mokazan Huskyro aktuBHOCTH 0,1 pmol/L mpu Hopme >0,2 pumol/L/h,
yro xapaktepHo mis cuHapoma MIIC IVA tuna. YpoBeHb ¢epMeHTa ObII CHIBHO CHMXKEH, YTO
COOTBETCTBYET T'OMO3UTOTHOMY WJIM JBOMHOMY TI€TE€pO3UIOTHOMY COCTOSIHHIO 3a0oieBaHus. Y
poauTenel My cecTpbl MpoOaHAa ypoOBEeHb aKTUBHOCTH (epMeHTa N-aleTHii-TalakTo3aMUuH-0-
cynb(araza ObUT CHUXKEH IIOYTH Ha I[OJOBHMHY OT HOPMajJbHOM aKTHUBHOCTH (epMeHTa
(<0,7pmol/L/h-<0,17pmol/L/h), uyTO XapakTepHO s TETEPO3UTOTHOIO COCTOSHMSA JepHIMTa
bepmenTa. Pe3ynbrarsl (hepMEHTHOTO aHaIN3a MpeAcTaBieHsl B Tabnuie 2.

Taomuua 2
PE3VYJIbTATBI AHAJIU3A ®EPMEHTA N-ALETUJI-TAJIAKTO3AMUH-6-CYJIbOATA3A
Y YJIEHOB CEMbBU ITPOBAHJIA B.I'.

Tayuenmol Pezynomamor Hopma 3ueomnocms  Hnmepnpemayus Memoo
B.IT. <0,1(LOD) >2,0 mol/L/h I'omo3urora ITaTorenHsIi KungkoctHasg
umol/L/h kJjacc 1 XpomMaTorpadus
Marp (<0,7 (LOD) >2,0 mol/L/h  Terepozurora [MatoreHnHsbIit KunkoctHas
pumol/L/h kiacc 1 XpoMaTorpadust
Oren <1,0 (LOD) >2,0 mol/L/h  T'ereposurora ITaTorenHsIi KungxoctHasg
umol/L/h kJjacc 1 XpoMaTorpadus
Cectpa <0,9 (LOD) >2,0 mol/L/h  Tereposurora ITaroreHHsIi KunkoctHas
pumol/L/h kiacc 1 XpoMaTorpadust
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Jlig yTOYHEeHMsI IMarHo3a BCEM 4YjieHaM CEMbHU IPOBEJEHAa T'eHeTHYecKas AMArHOCTUKA Ha
ypoBHe reHa GALNS. MaentudunupoBana MyTanus - 3aMeHa HYKJICOTH/Ia aJICHUH Ha HYKJICOTH]T
ryauuH B nosunuu 1283 (c.1283 A>QG). CnenctBueM MyTallMi Ha ypOBHE O€JKa MPOUCXOAUT
CIIe/IyIOIIas aMUHOKHUCIIOTHAs 3aMeHa: 3aMeHa IIMIMHA Ha apruHuH B no3ummu 428, GInd28Arg
(Morquio A.; OMIM®: 253000).

BoisBisumucs cnydan MIIC IVA tuma y Hacenenus AzepOaiimpkanckor PecriyOnuku u panee.
BonbHbIe OTOMpaNUCh MPH KIMHHUYECKOM OCMOTpPE Bpada-lieAnaTpa, Bpaya-HEBpPOJIOra M Bpaya-
reHeTrka. [IpoBeAeHHBI CKpUHUHT ¥ (EPMEHTHBIM aHanmu3 i 26 ManueHToB U3 56 momor
BBISIBUTH JAePUIUT hepmeHTa N-aleTuia-ralakTo3aMuH-6-cynbdarasa, xapakrepaoro st MIIC IVA
THIIA, YaCTOTa KOTOPOro coctaBmia 46,4% ot Bcex 00CiIeI0BaHHbIX MalMeHToB ¢ auarnozom MIIC,
YTO TOBOPUT O TMpeoOJaJaHUM HaJ OCTAJbHBIMH THUIAMH 3a0ojeBaHus. PaHee B Hammx
HCCIICIOBAHUSX YIAI0Ch uAeHTHGHUIIPOBaTh MyTanuio 1283 A>G u JOMOIHUTENBHO MIECTh THIIOB
MYyTalMi, KOTOpble UMENN TOJbKO HyKieoTuaHble 3aMeHbl: S53C>T, 439T>A, 157G>A, 463G-T,
1018G-T u 443A>G. O1u MmyTtanuu ObUTH B TOMO3UTOTHOM, JBOMHOM T'€TEPO3UTOTHOM (KOMIIAYH]T)
1 B TETEPO3UTOTHOM COCTOsIHUX [ 13-14].

BrisBinennsie myTtanuu reHa GALNS y nanuenToB Hamelt PecniyOnnku panee oOHapyK€HHbI
u onucanbl B auteparype. B nameit Pecnybnuke MIIC IVA Tuna 3aHuMaeT mepBoe MECTO Cpelnu
Bcex TunoB MIIC. Ananu3 mureparypsl nokasbiBaeT uHyr0 Kaptuhy: MIIC IVA B momymsnusx
EBpomneiickux u A3uarckux cTpaH 3aHuMaet 3-4 mecra cpenu 6onpHbIX ¢ Auaraozom MIIC [13-14].

Wang c coasr., (2010) npu o6cnenoBanuu 24 OOJIbHBIX KUTaWCKOW HAIMOHATBLHOCTH BBISIBUIN
27 paznuuHbx TUIOB MyTanuu rena GALNS, 15 u3 koTopsix ObUTM HOBBIMU MyTanusamu [ 15].

Khan c coasr. (2017) npu o6cnenoBanum xutenen Anonun u IIBennn 3a mepuox 1982-2009
rT) BbIsiBUIM 469 OonbHbIX ¢ guarHozom MIIC. Yacrora MIIC IVA cocrtaBun 10% ot Bcex
6onbHBIX ¢ quarHo3oMm MIIC. Dnunemuonorndyeckue ucciepoBanust 60iapHbIX MIIC u3 Beiinapun
3a 34 roma (1975-2008) BeisiBiieH 41 OONBHBIX, YacTOTa KOTOPBIX coctaBmia 1,56:100000 kuBbIX
HoBopoxaeHHbIX. Jlonst MIIC IVA cocrasun 24% ot Beex OonbHbIX ¢ auarHo3om MIIC [18].

B bpuranckoit Konym6un 3a nepuoz ¢ 1952 nol1986 rr BeisiBiIeH 0JUH OOJIBHON € TMAarHO30M
MIIC IVA u3 216 412 npakTu4ecku 370pOBbIX HOBOPOXACHHBIX [17].

Nelson ¢ coast., (2003) B 3amagHoit ABcrpanuu npu oOciemoBanuu 640 000 310poBBIX
HOBOPOXKJCHHBIX 3a mepuoa 1969-1996 rr. BBIABICH TONBKO OAMH CIy4aid pOXAEHUS OOIBHOTO
pebenka ¢ quarnozom MIIC IVA [16].

Caciotti ¢ coant. (2015) u3yuunu 37 uranbsackux nanueHtoB ¢ MIIC IVA u oOHapyxummy,
YTO CTaHJAPTHBIE MPOLEAYPHl CEKBEHUPOBAHUS HE CMONIIM OXAapaKTEPU30BaTh BTOPYHO MYTALMIO,
BBI3BIBAIOLIYIO 3a00s1eBaHue, y 16% narnuenTtos. [Tonck Oonpimux nepecrpoek u aedpexkros MPHK B
TuX 16% BBISIBIII AeQEKThI CIUIaiCUHTa WK OOJbLINE JIeNeUy Ha IpyroM amiene B 67% u3 HUX
[19]. ABtopsl coobmunu o 14 HoBbix myramusx B GALNS cpenu 37 nmanumeHTOB. AHaIu3upys
JUTEepaTypHble JaHHBIE M CpaBHMBasg UX C pe3yiapratamMu 1o PecrnyOnuke, O4e€BUIHO BUAUM
BBICOKYIO BcTpedaeMocTs cunapoma MIIC, B nenom, u MIIC IVA, B yactHocTH. 3a nepuon ¢ 2018-
2022 rr. mo pe3yapraraM HallluX MCCIIEIOBAHUMN BBIABIEHO 52 MalMEHTa ¢ TOMO3UTOTHOM, JBOMHON
reTepo3uroTHoil u rereposurotHoit popmoit MIIC. 46,4% u3 3TuX OOJNBHBIX MPUILIUCH HA JOJIO
MIIC. OgarM ¥ OCHOBHBIM OOBSICHEHHEM BBICOKOW HYacTOTHI BCcTpedaemMocTH cuHapoma MIIC
cpenu HaceneHusi AszepOaiijpkaHckoil PecnyOnuku —sBIsieTCsT HaJW4Me BBICOKOW YacTOTHI
KPOBHOPOJICTBEHHBIX OpPaKkoB, B YACTHOCTU: KPOBHOPOACTBEHHBIX OPAKOB JBOIOPOAHOTO TUIIA.

VYuutbiBas BBICOKYIO BcTpeyaemMocTh cuHapoma MIIC u  Hanmuune QepMeHTHOro u
MOJIEKY/ISIPHO-TEHETUUECKUX AaHAJIM30B, €AMHCTBEHHBIM M TPAaBUJIBHBIM IyTeM OOpBOBI C
TeHeTHUYECKON OOJIE3HBIO SIBIIETCS MPO(QUIAKTHKA OOJIE3HHU, BKIIIOYAIOLIAs MEIUKO-TeHETHUYECKOe
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KOHCYJIBTUPOBAHHE C TOCIEAYIOWEH MPEHATAJIbHOM JIMArHOCTUKOM IJI0JJa B CEMbBSIX C

TCHETUYECKUM PUCKOM POXKIEHHUS OOJILHOTO peOeHKa.

Y npobannga B.I. ¢ ycranoBnenHbiM guarnozom MIIC IVA tuma B MOMEHT 0OcCIenoBaHUS
Marh Obuta Ha 16-if Henene OepemeHHOCTH. [IpoBens MPOCBETUTENBCKYIO PabOTy C POAUTEISIMU
npobanaa B.I., momyuwnu coracue Ha NpOBEACHHE BHYTPUYTPOOHON NHAarHOCTUKH ILJIOAA.
YuutbiBas CpoK OepeMEHHOCTH, MbI BBIOpaIM aMHHOLEHTE3 IyTeM TpaHcaOAOMUHAIbHON
acriipanuyd aMHuoTHYeckor skuakoctH. Ha yposue JIHK, BeimenenHsix u3 ¢ubOpobdiacTos
AMHUOTHUYECKOW KUJKOCTH, MPOBEIM TE€HETUYECKYIO0 IUArHOCTHKY Iuioaa. [lapamiensHo miis
TOYHOCTH IOJIy4a€MBbIX PE3yJIbTaTOB MPOBEIU F'eHeTHUeCKUid aHanu3 Ha ypoBHe /IHK, BeineneHHbIX
u3 muMdouuToB nepudepruueckoil kpoBu poauteneil. Pesynprarel npencrasiens Ha Pucynkax 1-3.
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Pucynox 3. Pe3ynbrar nmpeHaTalbHONH AMATHOCTHKHU - T€TEPO3UTOHOE HOCHUTEIHCTBO MyTaluu c.1283

A>G y mona

[IpenaranbHas AMArHOCTHKA IUIOAA BBIABWIIA FE€TEPO3UTOTHYHO MyTanuto c.1283 A>G rena

GALNS, 4TO CBUAETEILCTBYET O 310pOBOM IuTozie. Poaurenyu OblIM O3HAKOMIIEHBI C pe3y/abTaTaMu
aHajM3a, W 10 COINIACHI0 00OMX poauTenel Iuiof ObLI COXpaHEH. Pe3ynbraTbl reHETHYECKOTO
aHasm3a reHa GALNS 118 wiIeHOB ceMbU M pe3yabTar IPEHATaIbHOM AMArHOCTHKM IUIOAA
npezcTasieHsl B Tabnune 3

Tabmmna 3

PE3VIJIBTATBI TEHETUYECKOI'O AHAJIM3A CEMbBU ITPOBAHZIA B.I'.

[Taruent 3aMeHa B reHe 3ameHa B Oenke  3UTOTHOCTH Tun u knaccudurars
B.I' NM_001323544.1:c.1283A>G p.(GIn428Arg) T'omosurora  MucceHC-MyTaIHs
MaTOTeHHBIN Kiacc 1
Marp NM_001323544.1:c.1283A>G  p.(GIn428Arg)  Terepo3urora MucceHc-MyTaIys
Oren NM_001323544.1:c.1283A>G  p.(GIn428Arg)  Tereposurora MucceHc-MyTaIys
CecTtpa NM_001323544.1:¢c.1283A>G  p.(GIn428Arg)  Tereposurora MmucceHc-MyTaIys
JHK mmoma  NM_001323544.1:¢.1283A>G  p.(GIn428Arg)  Tereposurora MucceHc-MyTaIys
Takum  oOpa3oM, myTeM (QEpPMEHTHOTO  aHajuW3a Ha  HaJMYUE BCEX  THIIOB

MYKOIIOJINCAXapUI030B TOJIydeHa HM3Kas aKTUBHOCTh TOJBKO Juid (QepMeHTa N-aneTui-
rajlakTo3aMuH-6-cynbdarasza, 4ro cBuaerensctByer o IVA tume OGonesnu. s yrouHeHus
JIMarHo3a, yCTAHOBJIIEHHOTO (EPMEHTHBIM METOIOM, IPOBEIU JOIOJHUTEIBHO T'€HETUYECKUI
aHanu3. VneHTuduimpoBaHa MyTalus - 3aMeHa HYKJIEOTHAA aJeHUH Ha HYKJIEOTH] T'yaHUH B
nosunuu 1283 (A>G) rera GALNS B roMO3MroTHOM COCTOSHMH. B cliefcTBHE JaHHON 3aMEHBI
MIPOMCXOIUT 3aMEHa aMHHOKHUCIIOTHI TIIMIIMH HAa aMMHOKHUCIIOTY aprUHUH B 428 mo3unuu Oenka.
Myranus 1283 (A>QG) sBisercss MHCCEHC-MyTallMed W 1O KiacCU(UKAKUKU OTHOCUTCS K
MaTOreHHOMY Kiaccy 1.

JIONOJHUTENBHOE UCCIIE0BAaHHUE YWIICHOB CEMbH ISl POIUTENEH U CeCTphl MpodaH/a MoKa3anu
reTEPO3UTOTHOE COCTOSHUE BBISBIEHHOW MyTrauuu. I[IpeHaranpHas nuarHoctuka miona Ha 16
Heziene OEpeMEHHOCTH BBISIBUJIA TeTepo3UroTHyro mytamuio c¢.1283 A>G rema GALNS, uro
MOATBEPKIAET, YTO IJIOJ 370poB. Poaurtenu ObUIM O3HAKOMJIEHBI pe3yjibTaTaMU aHaiu3a, U IO
COIVIACHI0 O0OUX poauTeNei T OblT COXpaHEH JUIsl JalbHEHIIEro pa3BUTHsL.
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Bu1600wbi

[Iyrem pepMEHTHOTO U T€HETUYECKOTO aHaU3a yAaloCh BBISIBUTH TOMO3UTOTHOE COCTOSTHUE
mytaiuu ¢.1283 A>G rena GALNS y 5S-nerneii neBoukn u3 AsepOaiimkaHckoi PecrnyOnuku.
O6cnenoBana Bcst ceMbsi OOJNBHOM neBoYKH. Poaurenu m miaamas cectpa UMENH TeTepO3UrOTHOE
HOCHUTENILCTBO TAHHOM MyTalllH.

[IpoBenena mnpeHaranbHas JUArHOCTHKAa MyTEM aMHMOIIEHTE3a NHpu cpoke 16-17 Hemenb
O6epemenHoctu, ¢ mnocuenyromuMm BoiaeneaneM JHK u3  ¢ubpobnactoB u mpoBeneHueM
MOJIEKY/ISIPHO-TEHETUUYECKUX aHAJIN30B YAJI0Ch YCTAHOBUTH I'€TEPO3UTOTHOE HOCUTEILCTBO C.1283
A>G y moga.

[InanupyeM mnpoBeleHUE MpPEHATaIbHOM JUAarHOCTUKH BCEM CEMbSM DPENPOIYKTUBHOTO
BO3pacTa ¢ HaJIM4ueM OOJIBHBIX JeTei ¢ auarno3zom MIIC.
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