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HecoBeplueHHbIN OCcTeoreHes B ceMbe ¢ HOBbIM BapuiaHTom B reHe COL1A1

N rOHagHbIM MO3anUnN3MOM: onncaHne KNMHN4YeCKoro aiy4yan

3a6ypackas K.I'.', BockaHsaH A.3.", Kypamaromeposga P. I'.2, PbikkoBa O.I1."

! Meouko-eenemuueckuti nayunviti yenmp (MIHL]) um. axademuxa H.II. Boukosa
Poccus, 115522, 2. Mockea, yn. Mockeopeuve, 1

2 Hayuno-ucciedosamenbCkuil KIUHUYECKULl UHCIMUMYmM ReOuampuu u 0emcKkoll Xupypeuu um. akaoemuxa
FO.E. Benvmuwesa, Poccutickuii HayuonanbHulil Uccied08amenbekull Meouyurckul ynusepcumem (PHUMY)

um. HHU. Ilupoecosa
Poccus, 125412, 2. Mockea, yn. Tanrdomckas, 2

PE3IOME

HeCOBepHIeHHLIﬁ OCTCOICHE3 (HO) — F'€HETUYCCKU T'€TEPOIr€HHOC 3a60JIeBaHI/IC, OCHOBHBIMH KIIMHUYCCKHUMHU IIPO-
SABJICHUAMHU KOTOPOT'O ABIAKOTCA CKIIOHHOCTH K PEIUAUBHUPYIOIINUM IHMATOJIOTUYECKUM II€pEeIoMaM U IPOrpeccu-
pyrouias ue(bopMauMa ckenera. B kimHMYEcCKON MPAaKTHUKE BCTPEYAIOTCA Cilly4dau, Koraa y pOI{PITeJIeﬁ Hp06aH/1a
OTCYTCTBYIOT AIBHbIC IPU3HAKN 38.60.HeBaHI/ISI, HECMOTPA Ha HAJIMIUEC HECKOJIBKUX IMOPAKCHHBIX ﬂeTeﬁ, YTO MOXKET
YKa3bpIBaTb Ha TOHAIHBIA MO3AWIIN3M — COCTOsIHUE, ITPU KOTOPOM Kay3aTHBHbII71 BapUaHT NPUCYTCTBYET TOJIBKO B
HacCTU IOJIOBBIX KJIETOK POAUTEIIA.

T'OHaIHBIA MO3aUIIU3M OCTAETCS HEJOCTATOYHO M3YYEHHBIM MEXaHM3MOM HACIIe0BaHUSI MOHOTEHHBIX 3a00eBa-
HMH, 4TO CO3/IET CJIOKHOCTH B TEHETHYECKOM KOHCYJITHPOBAHHMH U OLICHKE PENPOJYKTUBHBIX PHCKOB. B ciydae
HO stoT peHOMEH MOKET OOBACHITH CIIOPATUIECKUE CIIyYal WM PEeKYyPPEHTHBIE POXKACHHUA OOJIBHBIX AETeH y
KIIMHUYECKH 310POBBIX POAUTEINCH.

B craTthe npencTaBieH KIMHUYECKUH CiTydail CeMbH, B KOTOPO# Y MPOOaHIa U ero Mia el CeCTphbl AUArHOCTHPO-
BaH COL1A1-accounnpoBannbiii HO, Toraa kak poaurenu u Apyrue ATy He HMEIOT IPH3HAKOB 3aboneBanus. Ha
OCHOBAaHUM KIIMHUYECKUX U FEHETHMYECKUX JTaHHBIX 00CYKIAaeTCs BEPOATHOCTh TOHAJHOTO MO3auLIU3Ma Y OJJHOIO
U3 POAUTEIICH, a TAK)KE pacCMaTPUBAIOTCS BOMPOCH! AU (HepeHIIMATbHON THATHOCTUKH, TAKTUKH BEACHUS TIalli-
€HTOB U MEJIMKO-T€HETUYECKOT0 KOHCYIbTUPOBAHUS CEMbH.

910 Ha6J’I}OZ[eHI/Ie NOAYCPKUBACT Ba’)KHOCTH MOJIEKYJIIPDHO-TCHETUYECKOI'O TCCTUPOBAHNSA HE TOJIBKO npo6aHz1a, HO
u €ro pOI[PITeJ'Ieﬁ JUI1 YTOUHCHUS MEXaHU3Ma HaCJICJOBaHUSA W NPOTrHO3UPOBAHUSA PHUCKOB IMOBTOPHBIX CIIy4YacB
3a00JIeBaHUSA B CEMBE.

KiroueBble ci1oBa: HECOBEPILIEHHBIN OCTEOreHEe3, TOHAAHbIN Mo3autu3m, COLIA 1

KoHpaukT nHTepecoB. ABTOpHI JEKIAPUPYIOT OTCYTCTBHE SBHBIX U MOTEHINAIBHBIX KOH(IMKTOB HHTEPECOB,
CBSI3aHHBIX C MyOJUKaNneil HACTOSIIEH CTaThH.

HUcTouHuk q)lﬂ-[al-lcl/lpOBaHHH. ABTOpH 3asIBIISIOT 00 OTCYTCTBHUHU (bHHaHCI/IpOBaHI/Iﬂ Py MPOBECACHUMN UCCIIEN0-
BaHUA.

CooTBeTcTBHE NPUHIMNAM 3THKH. Bce nnna momicany nHGOPMUPOBAaHHOE COTJIacKe Ha yJacTHe B UCCIIEI0Ba-
Huu. VccnenoBanue oq00peHO JTOKAIBHBIM STHYECKHM KomuTeToM deneparbHOro rocy1apcTBEHHOTO OIOIKETHOTO
Hay9IHOTO yUIpexXaeHus « MeanKo-TeHeTHIeCKni Hay HbIH NeHTp nMeHH akafemuka H.IT. boukoBa» (mporokos Ne 4/1
ot 19.04.2021).

Jns uutupoBanus: 3albynckas K.I'., Bockansan A.D., Kypamaromenosa P.I'., ProkkoBa O.I1. HecoBeprueHHBIiH
OCTEOreHe3 B CEMbe ¢ HOBBIM BapuaHToM B reHe COL /A v TOHaJHBIM MO3aUIIM3MOM: OMHCAHNE KITMHUIECKOTO CITy-
qas1. bronnemens cubupckou meouyunsl. 2026;26(1):197-201. https://doi.org/10.20538/1682-0363-2026-1-197-201.
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Osteogenesis imperfecta in a family with a novel variant in the COL7A1
gene and gonadal mosaicism: a clinical case
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ABSTRACT

Osteogenesis imperfecta (O]) is a clinically heterogeneous genetic disorder whose primary clinical manifestations
include susceptibility to recurrent pathological fractures and progressive skeletal deformities. In clinical practice,
cases are observed where the proband’s parents show no overt signs of the disease despite having multiple affected
children. This may suggest gonadal mosaicism — a condition in which the causative variant is present only in a
subset of parent’s germ cells.

Gonadal mosaicism remains an understudied inheritance mechanism in monogenic diseases, complicating genetic
counseling and reproductive risk assessment. In OI, this phenomenon may account for sporadic cases or recurrent
births of affected children to clinically healthy parents.

This article presents a case report of a family in which the proband and his younger sister were diagnosed with
COL1A1-associated OI, while the parents and other children showed no disease manifestations. Based on clinical
and genetic data, the likelihood of gonadal mosaicism in one parent is discussed, along with considerations for
differential diagnosis, patient management strategies, and family genetic counseling.

This case highlights the importance of molecular genetic testing not only for the probands but also for their parents
to clarify the inheritance mechanism and predict the risks of disease recurrence in the family.
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HecoBepLueHHbI OCTeoreHe3 B CEMbE C HOBbIM BapuUaHTOM

BBEAEHUE

HecoBepuennsiii octeorenes (HO), Takke u3Bect-
HBIA Kak OOJIe3Hb «XPYCTaJbHOTO YeNoBeKa», IMpel-
cTaBIsieT co0Ol 3a00JeBaHUE COCTUHUTEIBHON TKa-
HHU, KOTOPOE XapaKTepu3yeTcs XPYNKHUMU KOCTAMU M
MOJIBEPIKEHHOCTBIO MepesioMaM. Y mojei ¢ HO oObuHO
HU3Kasg KOCTHas Macca, OHM IOJBEP)KEHBI NeperoMam
JUIMHHBIX KOCTEH, KOMIIPECCUU MTO3BOHKOB, Pa3IMYHbIM
KOCTHBIM JIe()OpMaIHsM, CKOJIHO3Y U JeQUIIUTY pocTa.
HecoBepuieHHbIi1 0ocTeoreHe3 TakKe MOXKET MPUBECTH

K pSAAYy BHECKEJIETHBIX MPOSABIEHUI, BKIIOUas roidyOble
CKJIEpBI, MOTEPIO CiyXa, HapylleHHWe IEeHTHHOIeHe3a,
0a3sWIIPHYI0 MHBAarMHALMIO, CEPIEYHO-COCYIHCThIE M
nerovyHsie aHomanuu [1].

Onenounas pacnpoctpaHeHHocTb HO cocraBiser
npuoimsuTenbHo 0,4—1,1 Ha 10 ThIC. YSIOBEK Ha OCHOBE
JAHHBIX O0CJIETOBAaHUS HACEICHHS M PETUCTPOB IAIlH-
eHTOB [2—4].

Oxoi10 90% cityuaeB BbI3BAHO F€TE€PO3UTOTHBIMU I1a-
TOreHHbIMU BapuaHTamu B reHax COLIAI u COLIA2,
KOTOpbIe KOAWMpYyHT kKoyareH I tuma (ol w o2 menm
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Cyyan us KAMHUYECKOM MPaKTUKK

cootBeTcTBeHHO) [1, 5]. OctaBmmecs 10% cny4aes
HO BbI3BaHBI NAaTOTCHHBIMH BapHAaHTaMH B «HEKOJ-
nmareHoBeIX» reHax HO ¢ ayTOCOMHO-penecCHBHBIM
(P3HI, CRTAP, SPARC, TENT5A, KDELR2, BMPI,
TMEM38B, CREB3LI, SERPINHI, PHLDBI, WNTI,
SP7, PPIB, MESD, SERPINFI, FKBP10, CCDC134),
X-crenneHHbIM peneccuBHbM (MBTPS2) u ayTocoM-
HO-ZIOMUHAHTHBIM (/FITM5) Turiom HacnenoBaHus (I10
JaHHbIM 0a3p1 OMIM®) [6].

Komnaren I Tuma sBisieTcsi OCHOBHBIM OEIKOBBIM
KOMIIOHEHTOM BHEKJIETOUHOTO MaTPHUKCA B KOCTSAX, KOKE
U CYyXOXKHITUSIX U B OCHOBHOM CEKPETHPYETCS 0cTeo01a-
CTaMmH, JepManbHbIMU (puOpodIacTaMU U TEHOLUTAMHU.
TpoitHaa cniupanps KojuareHa I Tuma cocTouT U3 ABYX
ol-uenei 1 ogHOW 02-11eMH, KOTOpas UIpaeT BaKHYIO
pOJb B CTAOWIIBHOCTH BCEH MOJIEKYISIPHOU CTPYKTYPHI
kosutareHa. B nienom Bapuantsl B rene COLIAI BBI3BI-
BaIOT OoJiee TSHKETBIH KIMHUYIeCKUi (eHOTHII, YeM Ba-
puanThl B reie COLIA2, 9T0 MOXHO OOBSICHHTH MOJIE-
KyJIsipHOH (hopMytoid Genka koJutarena I Tuma, kotopas
MOJIpa3yMeBaeT HaJlM4yle MyTaHTHOM nenu B 75 u 50%
TPOWHBIX CIHpaliell KoJutareHa u3-3a 1e()eKTOB B IETIsIX
ol u a2 cooTBeTCTBEHHO [5, 7].

Cornacno HaOmoaeHusiM S.M. Pyott u coasr., B 32%
ceMeil ¢ 0ECCUMIITOMHBIMH POAMTEISIMUA U TIEPBBIM pe-
6enxoM ¢ HO, 3abosieBanue peluaMBUPOBAIIO Y MOCIIe-
nyromux aereit [8]. Penuaus HO y cubcoB o0bsicHsSETCS
ayTOCOMHO-PELIECCUBHBIM THUIIOM HACJIEOBAHUS WU
POIUTENTHCKUM TOHATHBIM MO3aULIM3MOM, KOTOPBIH, 11O
OLIeHKaM, cocTaBisteT 5—8% Bo Beex cimyyasx HO [9-12].

Mo3zaunusm npeAcTaBIseT cOO0H reHeTHUECKHIH (e-
HOMEH, TP KOTOPOM B OpraHH3Me€ OIHOTO WHIUBHIA
COCYIIECTBYIOT JIBE€ WU 0oJiee KICTOYHBIX MOMYJISIUI
¢ pa3nmuuHBIMHU reHoTunaMu. B xonrexcre HO 3to o3Ha-
9aeT, 9TO Kay3aTHBHBIN BapUaHT MIPHUCYTCTBYET JIMIIHL B
OTIpeICIICHHOM YaCTH KIIETOYHOTO ImyJia. OcoObIi KITMHU-
YeCcKHUi MHTEpEC MPEICTABISIET TOHAIHBI MO3ANIH3M —
cnenuduyeckas ¢popma Mo3auI3Ma, PH KOTOPOil Tre-
HETHYECKasi aHOMaJIHsi OOHAPYKUBACTCSI UCKITFOUUTEIb-
HO B YaCTH TIOJIOBBIX KJIETOK (TaMeT), TOTja Kak COMaTH-
YeCKHE KIETKH OCTA0TCS TeHETHYECKH HOPMAJIbHBIMHU.

JlanHOE OOCTOSTENBECTBO WMEET NPHHIUMHAIBHOE
3Ha4YeHUEe NJIsl TeHETUYECKOr0 KOHCYJIbTHPOBAHHUSA, TO-
CKOJIBKY KJIMHWUYECKH 3JJOPOBBI POJUTENh C TOHA[I-
HBIM MO3aWIM3MOM MOXET IMepeaaBaTh MaTOTEHHBII
BapHaHT IOTOMCTBY, YTO OOBSACHSIET BO3HUKHOBEHHE
cnopanuueckux ciydaeB HO B ceMbsix 6e3 OTATOLIEH-
HOrO aHamHe3a. [Ipu 3TOM cTemeHs pHcka mepemadu
BapUaHTa BapbUPYeT B 3aBUCHMOCTH OT IPOMOPLIUHU
MOPaXCHHBIX TaMET B ITOJIOBBIX JKelle3aX, YTO CO3HAeT
CYIIECTBCHHBIE CIIOKHOCTH IIPH OIIEHKE PENpOIyKTHB-
HBIX PHCKOB. MeXaHM3M BO3HHKHOBEHHS MO3aMIIA3Ma
CBSI3aH C MOCT3UTOTHIECKUMH BapHaHTaMU HYKIJICOTHI-

HOH MOCJIEA0BATEIbHOCTH, BOSHUKAIOIIUMU Ha PAHHUX
CTaAUsX SMOPHUOHATIBHOTO PA3BUTHS, UTO IO YEPKUBAET
HEOOXOMUMOCTh MPUMEHEHHUSI COBPEMEHHBIX METOJI0B
MOJIEKYJSIPHO-T€HETHYECKOM THATHOCTHKH U1l TOYHOTO
OIPE/ICIICHNUS XapaKTepa U PACIPOCTPAHEHHOCTH MO3aH-
[M3Ma B K&XJOM KOHKPETHOM CIIy4ae.

KAMHUYECKUN CNIYYAN

[Ipo6ann: manpuvk, 7 net. CeMelHbli aHaMHe3: PO-
IUTENN B CMEIIAaHHOM Opake (MaTh — TaTapka, OTell —
Ka3zax). IMeeT crapiiero O6para U AByX CTapIliuX CECTep
(KTMHUYECKH 3/I0pOBBI), a TaKXKe OJHY MIIAMIIYIO Ce-
cTpy (2,5 roaa), y KOTOpoil oTMeUaroTcsi royboBaTtbie
CKJIEpBI U OBUI MEepesioM KOCTEH TOJIEHH B BO3pacTe 0
1 roma. AKylepCcKO-TMHEKOJIOTUYECKUN aHAMHE3 Ma-
tepu: 8 OepemenHocredt (5 pomos, 3 abopra). JlanHas
OepeMeHHOCTh cellbMasi, MpoTeKalla Ha (OoHE aHEeMHUH
U TOKCHKO3a. [leprHaTanbHblil epuoa: poasl 4-e, cpou-
Hble, caMocCTosITeNbHbIe. Macca pebeHka Mpu poxje-
HUU — 3 450 1, gnuHAa — 52 cM, OIlEHKA IO IIKale
Arnrap — 8/8 6amos. IIpu poxxneHun BbIsBICHA Keda-
JoreMaromMa. MOTOpPHOE H IICHXOPEUEBOE Pa3BUTHE TIPO-
0aHIa COOTBETCTBOBAJIO BO3PACTY.

OcHOBHbIE KaloObl: MHOXKECTBEHHbBIE —MEPETOMbI
(6 snM3010B), CHUWXKEHUE 3peHus. [lepenoMbl B aHaMHe-
3e: 11 Mec — mepenoM 7eBoil GonbIIEOEPIIOBON KOCTH,
1 rox 4 Mec — mepesioM MmpaBoii OOJBIIEOEPIIOBON KOCTH,
2 roja — KOHCOJNUAWPOBAHHBIA MepesoM 00eux KocTen
MpaBO# royieHH, 3 rofa U 5 JeT — MOBTOPHBIE MEPEIOMBI
MIPaBOM TOJICHH, 5 JIeT 8 MeC — 3aKPBITHIHA MepesioM 00enx
KOCTEH JIEBOI TOJIEHH cO cMemIeHneM, 6 et 1 Mec — Biep-
BBIC KJIMHUYECKU YCTAHOBICH IHArHO3 «HECOBEPIICHHBIN
OCTEOTCHE3, TOT/a JKe HavaTa Tepanus oucdochonaramu.

MHCTPYMEHTA/IbHbIE U IABOPATOPHbIE
AAHHbIE

Jencuromerpus (Ha ¢oHe Tepanmuu OuchocdoHa-
TaMH): BBIABJIEHO CHHXXEHHE MMHEPAJIbHON MJIOTHOCTH
KOCTHOM TKaHU B INOSICHUYHOM OT[EJNie IO3BOHOYHHUKA
(L1-L4) — Z-score = —2,1. MuHepaibHas TUIOTHOCTb
KOCTHOH Tkanm B pexkume mnpotokona TOTAL BODY
He cHmxkeHa (Z-score —0,3).

broxumudeckuil aHanu3 KpOBU: OJAHOKPATHOE CHHU-
JKEHHE YpPOBHS HOHM3MpPOBAaHHOTO Kanbuusg a0 1,02
MMonb/1 (mpu Hopme 1,13-1,32), nedunut BUTaMHHA
D — 24,6 ur/mn, ocraibHbIe TIOKa3aTeIH KalbIHiA-hoc-
¢dopHoro obmeHa (mienounas docdaraza, OOUMHA Kab-
wid, pocdop HeOpraHUIECKHH, MApaTrOpMOH) — B HOPME.

Pentrenorpadus kocrteit roneneit: ¢opma kocten
YMEpPEHHO BajbI'yCHasl; pa3pexeHue KOCTHOM CTPYKTY-
PHI C TOPH30HTAIBHBIMH TIOJIOCAMH CKIIEpO3a B MeTa(pu-
3ax. ToHanbHas MOPOroBasl aylUOMETPUs: IaTOJIOTUU
CJlyXa He BBISIBJICHO.
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HecoBepLueHHbI OCTeoreHe3 B CEMbE C HOBbIM BapuUaHTOM

SEHOTUNHUYHECKUE OCOBEHHOCTHU

AHTPOTIOMETPUYECKHIE aHHBIE: OKPY>KHOCTH TOJO-
BbI — 51 cm (0,85 SD), poct — 116 cm (-0,89 SD), mac-
ca tena — 20 kr (MMT —0,52 SD). Jlunesoii penorumn:
cuHO(pU3, cepo-ToryObie CKIEPHI, JUIMHHBIE PECHUIIBI,
VIUIOIIIEHHAs TepeHocuna. JIpyrue ocobeHHOCTH: BBIpa-
JKCHHas FI/IHepMO6I/IJ'IbHOCTI> CyCTaBOB, T'HIICPTEIIOPU3M
COCKOB, TNTOCKO-BaJIbTyCHBIE CTOITBI, HAPYILICHUE OCAHKH.

Teuenne 3aboneBanus: Ha (oHEe Tepanuu Oucdoc-
(boHATaMU HOBBIX MIEPEIIOMOB HE 3a()UKCHPOBAHO, OTME-
9aeTCsl TOJIOKUTEIbHAS JHHAMUKA 32 CUET YBEIHICHUS
MUHEPAJbHOW TUIOTHOCTH KOCTHOW TKaHH MO JaHHBIM
JEHCUTOMETPHUN TOSCHUYHOTO OTHeNla MO3BOHOYHUKA
gepe3 rof, yBenmdeHnue Z-score L1-L4 mo —1,5; B pe-
skume ipotokona TOTAL BODY Z-score —0,2.

[ BepumKamuu KIMHAYECKOTO IHAarHo3a Ipo-
OaHmy, ero MaaIIei cecTpe W POAUTEISIM BEIIIOIHEHO
MOJTHOTEHOMHOE CEKBEHHPOBAHHUE C aHAJIM30M TMaHEIH
T€HOB «APTPOTPHUIIO3 U CXOJHBIC (PEHOTHIB» B (hopMa-
Te kBaapo. CEKBEHUPOBAHUE MPOBEICHO B COTPY/THHYEC-
ctBe ¢ OO0 «buotexHonorunueckuii kammyc» (Poccus)
B paMKax HallMOHAJIbHOW TI'€HETUYECKON WHMIIMATHBBI
«100 000+1».

Anamm3 JIHK mamuenTta u 4ieHOB ceMbH (BBIAETICHA
n3 muMQonuTOR mepudepruuecKoil KPOBU) TPOBEAEH Ha
rerernaeckom ananmmzarope DNBSEQ-T7 (MGI, CHIA)
METOAOM napHo-KoHIeBoro npourenust PE150. J{nst mpo-
0O0IIOArOoTOBKHY ObLIa McIoab30BaHa MmerToauka PCR-free ¢
dbepmenTatuBHOI Pparmenrtanueit (MGI).

BrIsiBIIEH HE ONUCaHHBIN paHEe KaK aTOICHHBIN Ba-
pHUAHT HYKICOTUAHOM OCIEN0BATEILHOCTH B 3K30HE 39
reHa COLIAI (chr17:50189527del) B rerepo3uroTHomM
COCTOSIHHH, MPUBOAIIUI K CABUTY PAMKH CUYUTHIBAHUS
(NM_000088.4: ¢.2679del, p.(Pro895LeufsTer213)).
BrIsIBICHHBIN BapuaHT HYKJICOTHIHOHN IOCIIEIOBATEINb-
HOCTH HE 3apeTUCTPHPOBAH B KOHTPOJBHOU BEIOOpKE
Genome Aggregation Database (gnomAD v3.1.2). Ba-
puantel B TeHe COLIAI B TETEpO3UTOTHOM COCTOSI-
HUM OomMcaHbl y nanueHToB ¢ Osteogenesis imperfecta,
type 1 (OMIM: 166210), Caffey disease (OMIM:
114000), Ehlers-Danlos syndrome, arthrochalasia type,
1 (OMIM: 130060), Osteogenesis imperfecta, type I
(OMIM: 166200), {Bone mineral density variation QTL,
osteoporosis} (OMIM: 166710), Combined osteogenesis
imperfecta and Ehlers-Danlos syndrome 1 (OMIM:
619115), Osteogenesis imperfecta, type IV (OMIM:
166220), Osteogenesis imperfecta, type III (OMIM:
259420). I'my6uHa NOKPHITUS TOUKH X37.

[Io COBOKYNTHOCTH CBEACHMI NaHHBII BapHaHT KJlac-
CU(QHIIMPOBAH KaK BEPOSATHO MATOTCHHBIN (coriacHo «Py-
KOBOJICTBY 10 MHTEPIPETAINH JAaHHBIX MOCIIECIOBATENb-
Hoctu JJHK wenoBeka, moiay4eHHBIX METOI0M MacCOBOTO
napajuiespbHoro cexBeHupoBanus (MPS)») [13]. Taxxke

BapUaHT BBISBJICH B T€TEPO3UIOTHOM COCTOSIHUM Y MJiaJi-
el cecTpbl MPoOaHIa M HE BBIABICH y OTIA U MaTepu
npobania. Ha ocHOBaHMM MOTYYEHHBIX JTaHHBIX TPEIIIO-
JaraeTcsl TOHaJHBIA MO3aullM3M y poauTeneil. B Hacro-
AIiee BpeMsl TUIaHUPYeTCs McciieoBaHne Ouomarepuana
oTIa (crepMa) JUisl IIOMCKa BBISIBJICHHOTO BapHAaHTA.

3AR/IIOMEHUE

[IpoBenennsii ananu3 knuHIYeckoro ciayvas HO, ac-
COLIMMPOBAHHOTO C HOBBIM BapuaHToM B rene COLIAI n
IpeArnoiaraeMbIM TOHaIHBIM MO3aUIIU3MOM, IEMOHCTPH-
PYET CI0KHOCTH TUATHOCTUKU U MEJUKO-T€HETHUECKOTO
KOHCYJTbTUPOBAHUS IpPU JAHHOW MAaTOJOTWH. BrlsBie-
HHUE y mpoOaHla U ero CecTpbl BEPOSTHO MAaTOTEHHOTO
BapuaHTa NpPU OTCYTCTBUH KIMHUYECKUX MPOSBICHUH Y
poauTeneil moATBEpP)KAaeT HEOOXOIUMOCTh TIIATENbHO-
ro FeHETUYECKOro 00CIeOBaHMsA BCEX WIEHOB CEMbH,
BKJIIOYAsI IIOMCK MO3aNIHBIX (POPM, KOTOPEIE, IO TAaHHBIM
JIuTepaTyphl, BeTpeuaroresa B 5—8% ciydaes HO [9, 10].

[Ipennonoxenue 0 TOHAJHOM MO3aULM3ME CyIle-
CTBEHHO MEHSET OLEHKY PENpPOLyKTUBHBIX PUCKOB. OM-
MUPUYECKUN YCPETHEHHBIM PUCK PELHINBA B CEMbE C
peOEHKOM C ayTOCOMHO-JIOMHHAHTHBIM 3a00JicBaHHEM
IPEBBIIIACT OOIIENOMYIISIIIMOHHBIN U cocTaBisieT 1-3%,
HO B KaXXJIOM KOHKPETHOM CJIydae Ha PUCK MOBTOPHO-
ro 3a0o0JieBaHMsI BIUSET IOJIS MOPAKEHHBIX TaMeT, YTO
CO3/1a€T 3HAYUTEIIbHBIE CII0KHOCTH P NIPOBEJICHUH T'e-
HETHYECKOTO KOHCYNbTUpoBaHu [14]. BaxHbiM acnek-
TOM SIBJIICTCSl IPUMEHEHHE METOJOB CEKBEHHPOBaHUS
HoBoro nokojeHus (NGS) ¢ BBICOKMM MOKPBITHEM AJIS
BBISIBJICHUS] HU3KOYPOBHEBOIO Mo3auLu3Ma. OTLHOBCKUI
TOHAJHBII MO3aWLU3M MOXKET ObITh OOHapy>KeH Npu
MOJIEKYJIIPHO-TEHETUYECKOM aHaJlu3e CIIepMaTO30M 0B
[15]. OTnenpHOI TIpoOIIEMOIT OCTaeTCsl BHISIBICHUE Ma-
TEPUHCKOT0 FOHAJHOI0 MO3auLM3Ma BBUAY HEBO3MOX-
HOCTH UCCIIEOBAHUS AULIEKIETOK. I Tapbl C BEICOKUM
PUCKOM I'OHAJHOTO MO3aulu3Ma (HaJInuue HECKOJIbKUX
0OJIBHBIX JIeTei) BO3MOXKHO MPUMEHEHHUE METOJIOB JKC-
TpaxkopropaiabHoro omiogorsopenus ¢ III'T-M, unBa-
3UBHOW NMpeHaTaIbHON IUarHOCTUKH.

[anHoe HabmroieHue MOTUePKUBAET BaXKHOCTh pa3pa-
OOTKH CTaHAAPTU3UPOBAHHEIX ITOIXOMIOB K THATHOCTUKE
Mo3anuHbIX (popMm HO, BKIIOYas MpUMEHEHHE METOOB
CEKBCHUPOBAHMSA, a TAK)Ke HEOOXOMMOCTh CO3JIaHUS pe-
THCTPOB TAIIMEHTOB C MOJOOHBIMHU CITyYasMH JUI JIyd-
[IeT0 MOHMMAaHUs KJIMHUYECKOTO 3HAYCHUS Pa3TUIHBIX
ypoBHEW Mo3aunu3Ma. [1ogydeHHbIe pe3yIbTaThl PaCIIH-
PSIOT TIPEICTABICHUS] O TEHETUYECKOW TeTepOreHHOCTH
HO u mom4epkuBarOT BaX)XHOCTh MEXIUCHUTITMHAPHOTO
B3aMMOJICHCTBUSl NIPU BEJCHWUU TAaKMX MAIMEHTOB, YTO
UMEET CYIIECTBEHHOE 3HAa4YeHHE Ui COBEpIICHCTBO-
BaHUs JMArHOCTUYECKUX aJTOPUTMOB, ONTHUMHU3ALUHU
TEpaneBTUYECKUX MOJAXOJ0B M YIy4YLIeHHs KayecTBa
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MEINKO-TeHETUYECKOTO KOHCYJIBTUPOBAHUS CEMEH C TI0-
JIO3pEHHEM Ha Mo3an4dHbIe (HOPMBI 3200JICBaHUS.

[IepcriekTUBBI JAIBHENIINX UCCIENOBAHUN CBSI3aHbI
C U3yYEeHHEM KOPPEISIIINN MEKIY YPOBHEM MO3aUIII3Ma
1 KIIMHUYECKUMH TIPOSBICHUSAMH, pa3pabOTKONW HOBBIX
IIAaTOICHECTUYCCKUX METOOAOB JICUCHUSA U COBCpHICHCTBO—
BaHUCM HpOTOKOHOB BCACHUA ITAITUCHTOB C peIIKI/IMI/I
(hopMamMu HECOBEPIICHHOTO OCTEOTEHE3a.
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